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HOPMATHUBHBIE CCBIUIKHA

B nmmcceprammm  MCIONB30BaHbl CCBUIKM HA  CIEAYIOIIME HOPMATUBHBIC
JNOKYMEHTHI:

[Tpuka3 Ne 285 Munucrtpa 3apaBooxpanenus Pecnyonuku Kazaxcran ot 11 mas
2011 roma «OO0 yrBepxaeHuu Ilepedns oppaHHBIX MEIULUMHCKUX TEXHOJIOTHMH,
MpeIHa3HAYeHHBIX IS JIeueHus peakux 3aboneBaHuil B PecnyOnuke Kazaxcrany.
YTpatun cuiay B COOTBECTBHE C IPUKAa3oM MHHHUCTEPCTBA 3APABOOXPAHEHUS H
couuanbHoro passurust PK ot 21 suBaps 2016roga Ne40.

IIpotokon Ne9  «KnumHHYeCKMI MPOTOKON JHATHOCTUKKA U JIEYECHUS
MYKOITOJIMCaXapH1030B y JIETE», peBOMeHA0BaHHbIN DKkcnepTHbIM CoBeroMm PI'TI Ha
[IXB «PecnybnukaHCcKOTO IEHTpa pa3BUTUS U 3ApaBOOXpaHeHUs» MHUHHCTEpPCTBA
3/IpaBOOXPAHEHUs U cOolMaIbHOTO pa3BuTusa Pecnyonuku Kazaxcran, ot 15 ceHTs10ps
2015r.



OBO3HAYEHUSA U COKPALIEHUA

AK — aopTanpHbIi Ki1anaH

I'AT" — rIMKO3aMUHOTJIMKAHbI

I'Ob - remarosuuedanuTudeckuii 6apbep

AT — unaekc anmHo/TUIIOHOA

NJI — nHTepieikun

u-All® — UHrUOUTOPHI AaHTMOTEH3UH MpEBpaIIaroero GepMeHTa

KN — koHEeYHO-AUaCTOIMYECKUIN UHICKC

KTHU — xapano-ropakaabHbIli HHIEKC

JITIC — nunononucaxapubl

JIOK - neuebHas pusnueckas KyiabTypa

MK — muTpasibHbIN Ki1anaH

MIIC — mykonoyiMcaxapu103bl

MPT — marHuTHO-pe30HaHCHAs TOMOTpadus

M® — makpodaru

PTIIX - peakuuu TpaHCIIAHTAHT MIPOTUB XO311HA

COAC — cuHz1poM OOCTPYKTHUBHOTO artHO? CHA

CCC — cepaeuHo-cocyaucTas cuctema

TI'CK - TpaHcIUIaHTalMsl FTEMONO3THYECKHUX CTBOJIOBBIX KIETOK

®O3T — pepmeHTO3aMECTUTEIIBHAS TEPATTUS

OU — dpakuus U3rHaHUSA

®HO — ¢akTop HEKpoO3a OMYXOJIH

IMHC —uenTpanpHas HEpBHAsE CUCTEMBbI

OKT'- sanexkrpokapanorpamma

Ox0KI" — axokapanorpamma

ATS - AmepukaHckoe TopakainbHoe o0mecTBo (American Thoracic Society).

ANVISA — Agéncia Nacional de Vigilancia Sanitaria (HarmonaibHOe areHTCTBO
0 Ha30py B chepe 3apaBooxpaneHus bpaszuiun)

BERA - brain evoke response audiometry (cTBooBast ayaHOMETPHS)

CPAP — Continuous Positive Airway Pressure (MeToa IOCTOSHHOTO
TIOJIO)KUTEIIBHOTO JIABJICHUS B IBIXaTCIbHBIX MY TSX)

DMB - dimethylmethylene blue (aumeTnIMEeTHICHOBBIN CHUHIIA)

DBS - dry blood spot (cyxas karuist KpoBm)

EMEA - European Medicines Evaluation Agency (EBpormeiickoe areHTCTBO
JICKApPCTBEHHBIX CPEJICTB)

FVC — forced vital capacity (bopcupoBanHast )KU3HEHHAs! EMKOCTD)

FEV1 — forced expiratory volume in 1 sec (06bém hopcupoBaHHOTO BBITOXA 32 |
CEKYHIY).

FDA - Food and Drug Administration (AMepukaHCKOoe yIpaBICHHE I10
KOHTPOJTIO 32 KA4eCTBOM IHIIEBLIX IPOAYKTOB U JICKAPCTBEHHBIX MIPEIIapaToB)

HGMDB — Human Genetic Mutation Database (mexmyHapoaHas 6a3a JaHHBIX
MYyTaI[Hil)



MEF 75 — wmrHoBenHass oObéMHasi ckopocTh mocie Bbigoxa 75% (forced
expiratory flow at 75%).

MEF 50 —mraoBenHnas o0bEémHast ckopocTs nocie Beiioxa 50% (forced expiratory
flow at 50%).

MEF 25 - mraoBenHas o0béMHast ckopocTh nociie Beinoxa 25% (forced expiratory
flow at 75%).

NYHA - Hero-lopkckas kapamonormueckas accomuanus (New York Heart
Association).

TLR4 - Tonn mogoOHbIN penentop 4

O6MTX — 6 MUHYTHBIA TECT XOJAbOBI (IMCTAHIUSA MPOXOXKICHHUS B TCUCHHE 6
MHUHYT).

3MSCT — 3 MUHYTHBIN TECT BOCXOXKJICHUS TIO JICCTHHIIE.



BBEJIEHUE

AKTYaJIbHOCTb NPO0JIeMbI

B acriekte MHOTOBEKTOPHOI'O pa3BUTUA MeAULMHBI B X X] BEKe OTHUM U3 HOBBIX
HaIpaBJICHUI pa3BUTHS 3/IPABOOXPAHCHUS SIBISETCS MEAUIIMHA PEIKUX 3a00IeBaHUM.
3a MOHATHE PEIKOro, TaK Ha3bIBaeMOro «op¢daHHOro» MPUHUMAIOT YaCTOTY
BcTpeuaeMoctu matosioruu: 1:10 000 (Poccus), 1:1500 (CIIHA), 1:2500 (Smonwus)
HacelieHus. DT 3a00JieBaHUSI COCTABJISIIOT HECKOJIBKO THICAY IO OTACIbHBIM
HO30JIOTUSIM U B COBOKYITHOCTH BCE€ pelIKUE 00JIC3HU BMECTE CTAHOBSTCS HEPEAKUMH,
COCTaBJIsII OrpoMHYyr0 Imomnyinsauuio. Hampumep, B EBpone imogen ¢ peaxumu
3aboneBanusMu 30 MIIH, T.€ KaXIblil 15 eBporeen; uMeetr 3a00J€BaHUE C PEAKUM
nuario3oM. Cpelind «JIeTCKUX» PeKUX 3a00JIeBaHUI BBIICISIOT MO 3HAYUMOCTH Ha
nepBble MeCcTa CeMb HO30JIOTUH — TeMoppardyeckuii jguare3 (remopparun),
MYKOBHUCIIUI03, TJIWKOTE€HO3bl, MYKOIOJIUCAXapUa03bl, JUMUI03bl U TMEPBUYHBIC
uMMyHOAeUIUTEL. TeM BpeMeHeM, BHUMaHUE K ATUM 3a00JI€BaHUSIM 3HAYUTEILHO
BO3POCJIO B MOCJEIHUE JIBA JIECATUIIETUSA B CBA3U C MOSBUBIICKCSA B KOHIE XX BEKa
BO3MOKHOCTH WX  JIeUeHHWs, Ojarojmaps  pa3BUTHIO  (HapMaKOJIOTHYECKOM
IIPOMBIIIIJIEHHOCTH U pa3paboTKoi 3(peKTUBHBIX TIPenapaToB.

K coxanenuto, B Kazaxcrane (u He Tonbko B Kaszaxcrane) uccieqoBaHU,
HaIlpaBJICHHBIX HA U3YyYECHHE ITHX 3a00JI€BaHUH /10 MOCIETHUX JTHEH HE MPOBOIUIOCH.
IIepBonpoxoanamu B cTpaHe B 3TOM noucke saBuiuch Hayuneiid Lentp Ilenquarpun n
Herckort Xupypruu M3 PK (r.Anmarel) u HauvoHalibHBIM Hay4HBIM IIEHTP
MaTEpUHCTBA U JeTcTBa (Ir.AcCTaHa), KOTOpble OOpaTHJIM BHUMAaHUE HA aKTyaJbHOCTD
npoOsieMbl peKux 3a00JIeBaHUI Cpelu NIEeTCKOro HaceseHusi cTpasbl. [losTomy, B
nocJIeIHUE 5-7 JIeT NPEANPUHATHI IIEPBbIC IATU M0 U3YYEHUIO TaHHOW MaTOJOTHH.

OmgnuMm u3 peakux 3abojieBaHHM sBisIOTCS Mykomohucaxapunao3sl (MIIC) —
rpymnmna HACJIEICTBEHHBIX 0oJse3Hei, oOyclIOBIEeHHAs HaKOIICHHEM
[VIMKO3aMUHOTJIMKAHOB B PE3YJIbTAaTE N€HETUYECKOW HEMOJIHOLIEHHOCTH HEKOTOPBIX
JU30COMAJIbHBIX (DEPMEHTOB, YYaCTBYIOMIUX B UX pactierienuu (B. Winchester, 2012;
J.—M. Saudubray, 2012). Pactipoctpanennocts MIIC, kak B 11€710M, TaK U OTIETBHBIX
€ro THUIIOB, B Pa3HbIX cTpaHax BapeupyeT. B EBpome pacnpoctpanenHocts MIIC
coctasiisieT ot 1,81 (ITonbma) go 4,5 (B Huaepnangax) va 100000 >x1MBOpOKAECHHBIX
nereit (A. Tylki-Szymanska, 2015, nmpudyem nipeobnanarot 6oasabie MIIC 111 THIA -
0,86 nma 100000 >xuBopoxkneHHwsiX. B crpanax Asum (TaiiBanb, FOxnas Kopes,
Anonus) yamie Bctpeyaetrcss MIIC II tuna (coorBerctBenHo 1,07; 2,05 u 0,84 na 100
000 >KMBOPOKICHHBIX MATBYMKOB), COCTaBIAIOMHK OOJee TMOJIOBUHBI BCEX
nuarnoctupoBanHbix cirydaeB MIIC (Hsiang-Yu Ling, 2008; Sung Yoon Cho, 2014;
S.Tomatsu, 2017). B KazaxcTane mogoOHbIe HCCIICIOBAHKS HE TTPOBOIMIINCH.

B nacrosimiee Bpems onucanbl 224 mytanuu B rene IDUA, 584 myTtanuu B rexe
IDS, 328 myrtamnuii B rene GALNS u 192 myrtamuu B rene ARSB, BwI3bIBatomine
cootBercTBeHHO MIIC I, II, IVA u VI tunos (H.Zhang, 2011; A.C. Brusius-Facchin,
2014; Tatiana Dieter 2007; M.F.G.Petry, 2005).

Kmuangeckne  mposiBnenmst  MIIC  BapwaOenbHBI,  XapaKTEPU3YIOTCS
MOJIMOPTaHHBIM OPAKEHUEM U NMPOTPECCUPYIONICH HETOCTATOYHOCTHIO JbIXaTeIIbHOM
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U CEpJIEYHO-COCYJIUCTON CUCTEM, YTO MPUBOAMUT K JieTadbHOMY ucxoay (A. Golda,
2013; E. A. Braunlin, 2011). Bmecte ¢ TeM, JaHHBIE 110 YACTOTE MOPAKEHUSI CEPACUHO-
cocynucror cucremsl nipu MIIC HeOqHO3HAYHBI, IO PA3HBIM JAHHBIM BAPBUPYET OT
60% 1m0 90% (E.A. Braunlin, 2011; Gabriela N. Leal, 2010; Yohe1 Sato, 2011; C.
Kampmann, 2012). Ilopaxkxenue apIxaTelbHOW cUCTEMBI BcTpedaeTcs oT 56% 10 63%
(L.Schroeder, 2012; K. Berger, 2013).

[lopaxxenune JIOP opraHoB B BUIE YacThIX OTUTOB, PUHHUTOB, CUHYCHUTOB H
PELUUANBUPYIOIIUX  aJCHOUIUTOB  SIBISIETCS CaMblM pPaHHUM  KIMHUYECKUM
npossiaeHussM MIIC (M.Motamed 2000; Nayak D.R.1998; Bredenkamp J.K 1992).

Takue cumnTombl Kak AedopMalMM CKeJleTa, TYrOMOJBHUKHOCTh BCEX TPYIII
cycraBoB ipu MIIC 1, Il u VI Tunos, runepmMoOuiIbHOCTD U pa300aTaHHOCTh CyCTaBHO-
cBsi30uHOrO anmnapata y narpertos ¢ MIIC IV A tunom Bctpeuaercs B 80-93% (Bianca
Link 2010).

Knunuka mnopaxenuss IIHC B Buge mnporpeccupytoimieil ruapouedanuu u
aTpo(UYECKUX H3MEHEHHMH TOJOBHOTO MO3ra, NPOSABIAIOMIMECS 3aJCPKKOH B
MHTEJJIEKTYaIbHOM Pa3BUTHH U CYIOPOKHON TOTOBHOCTbIO, Yallle BCETO BCTPEUATIUCH
npu MIIC I, II, III-A, 111-B, III-D u VII tunax u pexe npu MIIC IV u VI tunos
(J.Muenzer, 2009; R.Manara, 2011).

3anepxka B (U3MUECKOM PA3BUTHUU SIBISIETCS TUMTMYHBIM posineHneM MIIC u,
BeposATHEE, 00YCIIOBJIEHa COUETAHHHBIM MOPAXEHUEM KOCTHO-CYCTaBHOW CUCTEMBI U
30H pocta (Celeste Decker, 2010; L.E. Polgreen, 2008).

B nauane XXI Beka cTano JOCTyIHBIM TaTOreHETHYECKOE JieueHue aereid ¢ MIIC
I, I uw VI tumamu - depmenTo3zamectutenbHas tepanus (D3T). PesynbraTh
MHOTOLICHTPOBBIX PaHIOMU3UPOBAHHBIX HCCIIEIOBAHUI MOKA3aJH IOJOKHUTEIbHBIN
spdext O3T B Buae npubaBku B pocTe, YBEIUYEHUS TUCTAHIIMA 6 MUHYTHOTO TeCTa
xonp0bl (6 MTX), ymeHbllleHHS pa3MepoB TEYCHH, YJIydIlleHHe IoKa3aTesei
JIaxeITEIbHOM U cepaeuno-cocyaucroii cucreM (Elizabeth A. Braunlin, 2011; Gabriela
N. Leal, 2010; C. Kampmann, 2012). Bmecte ¢ TeM, €CTh IPOTUBOIOIO0KHbIE JaHHBIC,
CBUJETENbCTBYIONIHE, uTO HAa (poHe D3T maTonorus B KJIamaHHOM arrapaTe cepana u
pecnimparopHoii cuctemax nporpeccupyet (Sifuentes M., 2006; L.A.Clarke, 2004).

Taxum oOpaszom, orcyTcTBHe maHHBIX 0 yacToTe MIIC cpenm nereit Kasaxcrana,
IPOTUBOPEUUBOCTh pEe3yIbTATOB UCCIIEIOBAHUS 3¢ HEKTUBHOCTH
(epMeHTO3aMECTUTEIBHON Tepanuu, HEOOXOUMOCTh Pa3pabOTKH aJanTHPOBAHHOIO
anmroputMa panHed guarHoctukn MIIC B PecmyOmuke Kazaxcran (PK)
CBUJIETEIBCTBYIOT 00 aKTyaJIbHOCTH BHIOPAHHOM TEMBbI HCCIIET0BAHUS.

Heabs wuccaexoBanus: V3ydynth 3NUAEMHOJIIOTUYECKYI0 M KIMHHYECKYIO
XapaKTEPUCTUKY MYKOTIOJINCcaxapu030B y aerei B PecniyOnuke KazaxcraHh.

3anaun
1. U3yuuth peructpupyemyro pacnpocTpan€HHOCTh MIIC U oTnenbHbIX €ro
tunoB 3a 1998-2016rr B Pecniybnuke Kazaxcran.

2. HUccmenmoBath MoleKylsspHO-TeHeTHYeckui mpoduias reHoB IDUA, DS,
GALNS u ARSB y nereii ¢ MIIC B Pecmy6nke Kazaxcras.
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3. W3yuute wiuHuueckue mnposieieHus MIIC, B 3aBucumocTH OT THIA
3a0oneBanus, y nereil B Pecniyonuke Kazaxcran.

4. W3yuuth 3¢ (PEeKTUBHOCTH (bepMeHTO3aMEeCTUTENBHON u
nepconupunmpoannoit Tepanuu y aereit ¢ MIIC 1, 1T u VI tunamu.

5. PazpaGotars anroputm guarHoctuku MIIC Ha ypoBHe amOynaToOpHO-
MOJIMKJIIMHUYECKOW MOMOIIIH.

Hayuynast HoBHU3HA

1. BriepBble ycTaHOBIEHAa peructpupyemas pacnpoctpaneHHocTs MIIC wu
OIpeJIeNIeH YACIIbHBIN BEC OT/IETbHBIX €ro TUIIOB cpenu aeteil Kasaxcrana.

2. BriepBble BbIsIBJICHBI HOBBIE, paHee He onucaHHble, MmyTauuu: npu MIIC I tuna
B reHe IDUA - ¢.1598C>T B 11 sx30ne; npu MIIC Il Tuna B rene IDS - ¢.776T>G B
6 sk3oHe; mpu MIIC IV A B rene GALNS - ¢.1519T>C Bax30He 14, ¢.572A>G B 3k30HE
6, ¢.571delG B 3x30He 6 1 ¢.983C>T B s3k30He 10; npu MIIC VI B rene ARSB myTanus
c.1544C>T B sk30He 8.

3. Bnepsrie B PecnyOnuke KazaxctaH ycTaHOBIEHO, YTO OJHA M Ta K€
reHeTHYecKasi MyTalusi MOXKET IPUBOIUTH K Pa3TUYHBIM KIIMHUYECKUM TPOSIBICHUSM
3a0oneBaHus, YTo TpeOyeT AATbHEUIIUX HUCCIENOBAHUN I OOBSCHEHHUS JAHHOTO
dbeHoMeHa.

4. Ycranosnena kimnHuueckast xapaktepuctuka MIIC 1, I, IVA u VI tunos y
neteil B Pecniyonuke Kazaxcran.

5. Brepeeie B PecnyOnuke Kaszaxcran mpoBeneH aHaiu3 pe3yibTaToOB
(epMeHTO3aMECTUTETENbHOM UM NMEpPCOHU(ULUPOBAHHOM  Tepamuu  OOJBHBIX
MYKOIIOJIMCAXapUIO30M.

6. BnepBele pa3pa0oTaH M PEKOMEHAOBAH K BHEIPEHHIO «AJITOPUTM
auarHoctukn MIIC Ha ypoBHe amOyJlaTOPHO-TOIMKIMHUYECKON ITOMOIIU»,
HO3BOJSIOIUI  YIYYIIUTh PAHHIOK JUArHOCTUKY JAaHHOTO 3a0oleBaHUs U
cBoeBpeMeHHO Hauath O3 T.

IIpakTHyecKkasi 3HAUMMOCTb Pe3yJIbTATOB MCCJIEI0BAHUS

1. 3nanusa o yactore MIIC cpenu aerteil B cTpaHe MO3BOJMUT IMPOTHO3UPOBATH
KOJIMYECTBO OOJIHBIX JIETEH B CTpaHe JJIsl MPUHATHS ONTUMATBHBIX YIPABICHUECKUX
PEILIEHUI TT0 OPraHU3aAMHA KaY€CTBEHHON MEAUIIMHCKOW MOMOIIH, JAHHON KaTerOpruu
MaIUEHTOB.

2. O6napyxennbie y 6onpHbIX MIIC HOBBIE paHee He OMMCaHHbIC MYTallUU TE€HOB
MOCIYy)XaT OCHOBOM g co3maHuss 0a3bl JAHHBIX TE€HETHYECKUX MYTaIlHid,
pacnpocTpaHeHHBIX B omyisiiuu Pecryonnku Kazaxcras.

3. KommniekcHoe  wHAmBuAyanu3upoBaHHoe Jeuenue gereir ¢ MIIC,
3aKJI0YAONIEECs B IOMOIHUTEILHOM BKIIFOUEHUH K 0a30Boi @3T cuMnroMarrnueckux
MPENapaToB MPH IMATOJOTMYECKUX HM3MEHEHHUSX CEPIEYHO-COCYAUCTOM CHUCTEMBI
MO3BOJISIET MUHUMU3UPOBATh NOCIEACTBUS MOPAKEHUS KIIAIIAHHOTO arapara cepaua
U yIy4YIIUTh KauecTBo ku3Hu aerei ¢ MIIC.

4. Pazpabotanusii anroput™m auarnoctuku MIIC y nmetelt, nmpeaHazHaYCHHBINA
s yupexaenuit  [IMCII, Oyner cmocoOCTBOBaTh paHHEMY BBISIBICHHIO 3THX
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MAIMEHTOB, " CBOECBPEMEHHOMY Ha3HAYCHUIO MaTOr€HETUYECKOMN
(bepMeHTO3aMECTUTENHLHON) TEPANIMU YTO TO3BOJIUT YIYUIIUTh KAU€CTBO UX JKU3HHU.

OcHOBHBIE 110JI05KEHH S, BBIHOCHMbIC HA 3aIIUTY

1. Myxkononucaxapuao3bl — peakas maronorusi, ¢ yacroroit 0,75 na 100 000
KUBOPOXKACHHBIX neTed B KazaxcraHe, cpenn HUX HaumOOJBIIMH YIENbHBIA BeC
3annmaeT MIIC |l tuna - 42,2%; nanee MIIC I tuna - 28,8%; MIIC VI tumna - 17,7%
1 HauMeHbIui yaenbslid Bec y MIIC IVA Ttuna - 11,1%.

2. Cpean nereit ¢ MIIC 1, II, IVA u VI Tunamu BbISIBIICHBI HOBBIE, PAHHEE HE
onucanHbie B MupoBoi 6aze nanubix (HGMD), myranuu B IDUA, IDS, GALNS u
ARSB renax.

3.V 100% neteit ¢ MIIC, BHe 3aBUCMMOCTH OT THMa 3a00JI€BaHUS TTOPAKAFOTCS
CEplIeYHO-COCYIUCTass U JbIXaTelibHasg CUCTEMbI; JAepopMalus KOCTHO-CYCTaBHOU
cuctemsbl TunuyHa ayg MIIC I, II, IVA u VI tunos; Hapyenue pyHKIUN CyCTaBOB B
BUJIe HUX TyronoABwxHocTh BeTpewaercss npu MIIC I, II u VI Tunax,
TUIEPMOOMIBHOCTD U Pa300JITAHHOCTh CYCTaBHO-CBSI304HOIO armnapaTta HabJroaaeTcs
tosibko npu MIIC IVA; 3anepkka B UHTEJUIEKTYaJIbHOM Pa3BUTHUU XapaKTepHA AJIs
naruenToB ¢ MIIC I, II tunamu.

4. O3T ynyumaer ¢(u3MUYecKoe pa3BUTHE, MOBBIIIAET TOJEPAHTHOCTHh K
¢u3nuecKon Harpy3Ke, UMEeT MOJOKUTETbHBIN 3(PPEKT Ha PECTUPATOPHYIO CUCTEMY.
Opnnako, HemocTaToyHO 3(PEeKTUBHA MPHU CPOPMHUPOBABIIMXCS O Hayanga Tepanuu
nopaxeHusix cepana y aereii ¢ MIIC.

5. Kowmmiekcnoe mnepconuduimpoBannoe Jsedenne gerer ¢ MIIC,
3aKJII0YAOIIeecs B JOTIOJHUTEIBHOM BKIIOUeHUU K 6a30Boit @3T cumnromarnyeckon
TEpalMy [pPU [ATOJIOTHUYECKUX H3MEHEHUSX CEepIECYHO-COCYIUCTONM CHUCTEMBI
yiyuiiaer MophodyHKIMOHAIBHBIE MIOKa3aTenu cepana B 84,6% ciydyaes, Torjaa Kak
B KOHTPOJIBHOM Trpymie - y 60%.

JInuHbIN BKJIAJ aBTOpPa

ABTOpPOM TIPOBEACHO MPOJOJDKHTEIIBHOE (OKOJO TpeX JIeT) HaOIoJcHHE 3a
6onbHbIMU MIIC miis cneskeHus 3a TUHAMHUKOHM TMatojorun 6e3 jgedeHus u Ha (oHe
crienuduyeckor GhepMEeHTO3aMEeCTUTENIbHOU Tepanuu. [IpuHATO HermocpeaCTBEHHOE
ydacTHe B 00CJIeIOBaHUH U JICUCHUN OOJIBHBIX ¢ BepuduKkaruen quaraosa. [Iposenex
CaMOCTOSITETIbHBIM aHAJINW3 MaTEepHaNIOB, pa3pabOTaH aNrOpPUTM JUATHOCTHUYECKOTO
MCCIeI0BaHus peOeHKa ¢ MOA03PEHUEM Ha MyKOTIOJIMCAXapHI03.

BHe/jpeHue B NIPaAKTUKY 3PaBOOXPaHEHUs

[To pe3ynmbraTaM Hay4dHOU pabOTHI COCTABICH «AJTOPUTM HCCIEAOBAHUS IS
muarnoctukun MIIC y peGeHka», OH TpenHA3HAYCH IS BHEAPECHHS B PaOOTHI
yupexaennit [IMCII u perckux crauvonapoB. Hapsany ¢ 3TUM  pe3ynbTaThl
MCCJIeIOBaHNS BHEJIPEHBI B pa0OTHI OTACIICHUS CIOXKHOW COMATHKU M peabmInTaIlun
B kmHUKe Hayaroro niedtpa neauarpun u aerckoi xupypruu (HIITu/1X) M3 PK, B
KOHCYJIbTaTUBHBIE OTAeAeHUsI AnMaTtuHcko#, XKaMmObiinckoit u FOxuo Kazaxcranckoit
O0JACTHBIX NETCKUX OONBHUII. Pe3ynabTaThl JUCCEPTAIMOHHOW pabOTHI BOILIU B
Marepuainbl JEKIUA M MPaKTUYECKUX 3aHATHN Il OOydaroluuxcsi UHTEPHOB H
pesunentoB npu KasHMY um. C.JI. Acennusipona.
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Onyo0nkoBaHHbIE padoThI

[To pe3ynbTaTam ucciaeaoBaHus OMyOJIUKOBAHO U MPUHSATO K NeyaTu 16 HaydHbIX
pabot, u3 Hux | crated B xKypHaiue «Bonpocsl mpakTH4ecKoil neauaTpun», BXOASIIIANA
B 0a3zy nanueix SCOPUS; 4 crarbu - B )KypHanIax, pekOMeH10BaHHbIX KoMuTeTom no
koHTpouto B chepe Hayku MOH PK — «Bectauk KasHMVY», «lleauatpust u gerckas
xupyprus»; 1 cratbs B )xypHane «BectHuk AI'1Y By», unaexkcupyemsliii Ha miatgopme
PUHII u Cyberleninka.

8 mybnukanuii B MaTepuanax MexIyHapOIHBIX 3apyOekHbIX KoH(peperuii: 351
UMEMPS Congress; 14" UNIPSTR Central Asia Congress; 58" Turkish National
Pediatric Congress; XVIII MexnyHaponHas MeIuko-Ouosoruyeckas KoH(epeHIus
MoJIobIX uccnenoBatenei «DyHaaMeHTanbHas Hayka M KIMHUYECKas MEIUIIMHA —
YeJI0BEK M ero 310poBbe»; Annual Symposium SSIEM-2015; XIII International
Conference on Rare Diseases «Rare diseases crossing borders together»; XIV
International Conference on Rare Diseases «Rare diseases — our task»; XV
International Conference on Rare Diseases «Rare diseases — open your Heart and
Mind»; 13™ International Congress of Inborn Errors of Metabolism - 2017.

1 nyOnukamuss B MaTepuasax MexXayHapoJHOW HayYHO-TIPAaKTHYECKOU
KOH(pEepeHIIuu TMeauaTpoB U JeTckux xupyproB Kazaxcrana «CoBpeMeHHbIE
TEXHOJOTUU JIEYEHUS, peadWIMTallMM W CcoluajbHas TMOJJEpKKa JeTell ¢
OHKOJIOTMYE€CKUMH, T€MaTOJIOTMYECKUMU U PEIKUMU 3a00JIEBAaHUSIMUI.

1 my6nukanus B matepuanax VII cwe3na neauarpoB Pecny6onuku Kazaxcran

O0bem auccepTanyuu U ee CTPYKTypa

Huccepranus uznoxeHa Ha 115 cTpanuiax MalmHOMKMCHOTO TEKCTa, COCTOUT U3
BBeJIeHNUs, 0030pa JIUTepaTyphl, OMMUCcCaHUs 00beMa U METOJIOB HCCIIEIOBAaHUs, 8 TJIaB C
pe3ylibTaTaMi  COOCTBEHHBIX  HUCCJEJOBAHMM,  3aKIIOYEHUS,  MPAKTHUYECKHUX
pekoMmeHaaui. Pykomuchk wmtroctpupoBana tabnuiamu (31), pucynkamu (9),
npwioxxeHusmu (26). bubamorpadudeckuii ykazatenb BkirodaeT 231 HCTOUHUKOB Ha
PYCCKOM M MHOCTPAHHBIX SI3bIKAX.
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1 COBPEMEHHBIE IIPEJCTABJIEHUA Ob JSIIMAEMHUOJOI'MNA,
KJIMHUKE U JIEYEHUU MYKOIIOJINCAXAPUI030B

Myxkononucaxapuno3el (MIIC) — rpynma Ju30cOMalibHBIX — OoJie3HEH
HaKOIUICHHsI, 00yCIIOBJICHHAS HapyllieHneM oOMeHa rimko3amuHoraukaHoB (ITAL) u3-
3a F€HETUYECKOM HEMOTHOIIEHHOCTH JIN30COMAIbHBIX (DEPMEHTOB, YYaCTBYIOIIUX B UX
pacmierienun  [1].  T'AI'  (kucnble  MyKomojucaxapuzibl) -  MOJIMCaXapuibl,
MpeACTaBIAIOMNE CO00M YrieBoAHYI uYacTh mpoteornukaHoB. [Iponykuus Al B
BUJIC TOJUCAXapUAHBIX IENed MpoucxoAuT B ammapate ['ompmxu (GubpobdiiacTos.
I'AT’, saBnsisick TeTeporonrcaxapujaMmy, TMPUHUMAIOT YydacTUE B OpraHu3aluu
BHYTPUKJIETOYHOTO MAaTpUKCca, KaK OCHOBHOE BEIIECTBO, M O0ECIEUYHMBAIOT
MEXKJIETOUHbIE KOMMYHHKalK. BaxkHo# yacteio oomena ['Al', siBnsiercst ux pacnap,
KOTOPBI MNPOUCXOAUT B JIM30COMAx IIOJI BO3JEHCTBHEM TakuxX (HEPMEHTOB Kak
SHAOMIIMKO3UAa3a, 3K30IJMKOo3MAaza ©  cyibdaraza. B 3aBucumoctu ot
(GYHKIIMOHAIBHOM HEJIOCTATOYHOCTH TOTO WM WHOTO (hepMEHTa MO COBPEMEHHOM
kiaccudukanuun McKunsick u Neufeld (1972r.) Beiaenstor 7 tunos tunoB MIIC [1,
p. 95].

MIIC I tuna KIMHWYECKH TPOTEKaeT B Tpex (opmax: THKEIOW — CHHIPOM
I'ypnep, cpennent sxkectu — cunapoM ['ypraep-llleiie u merkou crernesy — CUHAPOM
[eite. Cunapom ['yprepa BmepBbie ONMUCAH aBCTPUMCKUM TMeauatpoMm [ eprpynoi
I'ypnep (Gertrud Hurler) u Hemenxkum neguarpom Merinxapaom ¢os Ildbaynmiepom
(Meinhard von Pfaundler) B 1917 rony, cunapom llleiie — omucan amepuKaHCKUM
odransmoniorom ["aponsaom Illeite (Harold Glendon Scheie) B 1964 rony kak MIIC
V tuna. YyTh mo3xe OblIa omucaHa mpomexyTouHas ¢opma Oose3HH, Ha3BaHHAs
cunapomoM ['ypnep-Illeite. Tun nacnenoBanus MIIC 1 - ayTocOMHO-pELIMCCUBHBIN.
Pacnipoctpanennocts — 1 ciyyaii Ha 145 000 HoBOpokAeHHBIX (cuHApoM ['ypriepa) u
1 cnydait Ha 1.3 mwumona (cunapom llleiie). Ilpuunnoi 3a0oneBaHus SIBISETCS
nedhexkt B reHe IDUA, nokanm3yrommuiics Ha 4pl6.3, KOTOPBIM CHWKAET WIH
MOJIHOCTBIO OJIOKHpyeT DyHKIMI0 dhepMeHTa anbda-L-uaypanuaasel, B CBSI3H C YeM
IPOUCXOAUT HAPYUIEHHE pACUICIUIEHUs W HAKOIUIEHWE TenapaH M JiepMaraH
cynbdaroB B auzocomax. s MIIC I Ttuna mpucym BuclepaidbHbIH (HEHOTHTI,
XapaKTepU3YIOIUICS TPYObIMU YepTaMHU JIUIA UK «TapTOMIU3MOM», OTCTABaHHEM B
MICUXUYECKOM W (U3MYECKOM pa3BUTUM (THIIOCTATypa), TEMaTOCIUICHOMETaIne,
MyMOYHOM ¥ TMaXxOBOW TpbDKaMU, OOCTPYKIIMEH BEPXHHUX JbIXaTEIbHBIX MyTEH,
MOPAXKEHUEM CEPJIEUHO-COCYIUCTON CUCTEMBI, MHOKECTBEHHBIMU JU30cTO3aMu. [Ipu
nerkoit popme MIIC I (cunapome Illelie) HHTEIEKT COXpaHEH.

MIIC II Tuna, cunapom XaHTep, SIOHUM B UECTh KaHAICKOT 0O TepaneBTa Yapib3a
Xantepa (Charles Hunter), ommcaBmero 3to 3aboneBanue B 1917 romy. Yacrtora
BcTpeuaemMocT B cpeHeM 1:156 000 HOBOPOXAEHHBIX MAIBYUKOB. EAWHCTBEHHBIN
u3 Bcex tunoB MIIC, koTopblit HaciaeayeTcss X CIEIJIEHHO, B CBSI3U C 3TUM OOJIEIOT,
KaK MPaBUJIO, TOJBbKO MaJbYMKH, BMECTE C TEM OIMKCAHbl €IMHUYHBIC Cllydau 0O0JIe3HU
y nesouek [2,3]. Jledekr npoucxoaut B rede IDS, moxamn3oBaHHOTO Ha JJTHHHOM
mieye X XxpoMocoMbl X(q28. Ilpu AaHHOM CHHAPOME MPOUCXOAUT CHUKECHHUE
aKTUBHOCTH (hepMeHTa HAypOHaT-2-Cyib(aTasbl, YTO MPHUBOJUT K TMOBBIITICHHOMY
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HAKOIUJICHHIO TenapaH u Aepmatan cyibparoB. Kimmandecku cunapom noxoxx Ha MIIC
[, xapakTepeH BUCIEpaIbHBIN (DEHOTHUII, C 00JIee BEIPAXKEHHBIM MOPaXKEHUEM ClIyXa U
3pennsi. CylllecTByeT JBa BapuaHTa - Tsbkenas ¢(opMa C  BbIpaXEHHBIMU
KOTHUTUBHBIMU PACCTPOICTBAMM, U MsTrKas (opMa C HOpPMaJIbHBIM MEHTAJIbHBIM
pPa3BUTHEM.

MIIC III tuna — cunapom Candununmno BrnepBble omnucan B 1963 roay
amepukaHckuMm yu€HbIM CuibBecTpom Candununmo (Sylvester J. Sanfilippo).
PacnpocTpan€HHOCTh JAHHOTO CHHJpPOMa B pa3HBIX CTpaHaXx MHpa BechbMa
BapuabenbHa, npuMmepHo oT 1 Ha 280 000 poausBmuxcs B CeBepHoit Upnanauu no 1
Ha 50 000 B Hunepnannax. [Ipu cungpome CaHUIUIIIO BHISIBIICH HU3KUI YPOBEHb
YEThIPEX Pa3HbIX JIM30COCMATILHBIX (DEPMEHTOB, B CBSI3U C ueM 3a00jeBaHKne UMeeT 4
nonrtuna: A — pgepuuut renapan-N-cynbdatazel, B — npedunmr anbda-N-
aneTwirmokozamMuauaasel, ™MD C — gepuuut aunetunKoA-anbda-TioKo3aMUH
anerwitpancdepassl, Tun D — neunur N-anetuiriioko3amul 6-cynbdatasbel. Bee
nepevrcieHHbie (EPMEHTHl PACIICIUIAIOT TremnapaH Ccyiab(daT, KOTOPHIA aKTUBHO
nHakaruBaerca npu MIIC III. HauGonee yacto BcTpeuarouuecs noatunsl A u B, a
noatunt D sBngerca cambiM peaxkum. Kimnumuyecku MIIC III xapaktepusyercs
HEWPOJIETCHEPATUBHBIM (DEHOTHIIOM, KOTJla YMEPEHHO BBIPAKECHBI COMATHYECKUE
MOPAXKECHHS W HA TICPBBIN TUTAH BBIXOJST CUMIITOMBI TTIOPAKEHUS HEPBHON CUCTEMBI, C
TSOKEITBIMU KOTHUTHBHBIMU HApYIICHUSIMHU, BBIPAKEHHON YMCTBEHHOM OTCTaJIOCTHIO,
JIEMEHIINEH, TOBEICHUECKUMHU PACCTPONCTBAMU, arpeCCUBHOCTRIO. THIT HaclIeI0BaHUS
JAHHOTO 3a00JIEBaHUS Ay TOCOMHO-PEIIECCUBHBIM.

Haunbonee tspkensiMm tunoMm sipisercss MIIC III-A, xapakTepusyercs paHHUM
HAYaJIOM MPOSIBICHUS KIMHUKHU 3a00JI€BaHUS, TPOTPECCUPYIOIINM TEYEHHUEM BBICOKOH
yacToTOM cMmepTHOCTH. [IpuumHoii, Be3biBatomied nanHeii Tun MIIC 111 sBasiercs
myTtaruss B TeHe SGSH, «koropelii obOecreumBaeT TPOAYKIHIO  (epMeHTa
cynb(haMuiasel, paclIeIUIAIOMMNA renapad cynbdar. ['eH pacnosiokeH Ha JUIMHHOM
wieye 17 xpomocomsr, 17q25,3 [4].

MIIC III-B paszBuBaetrcs 3a cuetr nedekra B reHe NAGLU, obGecneunBaromero
npoaykiuioo Qgepmenta anbha-N-aneTunriroKo3aMUHUIa3bl, KOTOPBIA pacIleriseT
remapas cynbdar. ['eH pacnosaoxeH Ha JuIMHHOM 1uiede 17 xpomocomsl, 17q21,2 [5].

[Tpuuunoii pazsutust MIIC I1I-C sBnsirorcst myTariuu B rene HGSNAT, koTopsrii
oOecrieunBaeT TMPOAYKIMIO ¢depMeHTa TremnapaH-anb(a-TIIoKO3aMHUHUINH — N-
anetwiTpandepaza, OTBETCTBEHHOTO 3a pacIIeIJICHWE TremapaH  cyibdara.
Jlokanu3anusi reHa — KOpoTkoe miedo 8 xpomocomsbl, 8pl1,21 — pll.1. Jlannsiii Tun
MIIC III xapakTepu3yeTcs MpOrpecCUpyromnieid HeBPOJIOrHYeCKO CUMIITOMATUKON U
HapyIeHueM 3peHus [6].

MIIC III-D 6s11 BriepBbie onucan B 1980 roxy, Bo Bcem mupe ganubiii Tun MIIC
I ycranosnen nmump y 19 mannentoB. Mytanuu B reHe GNS sBisieTcst npuanHON
passutust MIIC III-D. GNS obecnieunBaet npoaykiuio GpepMenTa remapas-aibga-N-
aleTIIITITIOKO3aMUH-6-CcynbdaTa3a, OTBETCTBEHHOTO 3a pacmierienne ['Al" — remapan
cyibdata. ['eH pacnionoxeH Ha JUITMHHOM Tuteue 12 xpomocomsr, 12q14.3 [7].

MIIC III-E, cBsizan ¢ myrammsmu B Tere N-glucosamine 3-O-sulfatase (ARSG),
JOKIN30BaHHOTO Ha 17q24.2. M3ydyeHue JaHHOTO IreHa eIle MPOa0JIKAETC.
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MIIC IV tuna nim cuaapom Mopkuo A u B, HOCUT UMs ypyrBailCKOro neauarpa
JIynca Mopkuo (Luis Morquio), onucasuiero gaHHoe 3a0oneBanue B 1929 rony.
Pacnpoctpanennocts coctraBmsier 1:263  000. BceneactBue nedexra TreHOB,
nokam3yromuxcsa Ha 16q24.3 u 3p22.3 uaeT CHUKEHUE aKTUBHOCTH TAIAKTO3aMHUH 6-
cyabdar cynbdarazel npu A moatune W [-rajakro3uaassl npu B moartume,
COOTBETCTBEHHO, YTO NPHUBOJUT K TMOBBIIIEHHOMY AaKKyMYJIMpPOBAaHUIO KepaTaH
cynbdata. MIIC IV tTuna knuHuyecku otauyaercs oT Bcex TunoB MIIC BeipaskeHHBIM
BOBJICYCHHEM B IMAaTOJOTMYECKUN MPOIECC KOCTHO-CYCTaBHOW CHCTEMbI, B BHUJE
CKEJIETHOW  JWCIUIa3UU: BaJbIyCHOM jAedopManvedl HUKHUX KOHEYHOCTEH,
«KUJIEBUJIHOW» TPYIHOM KIETKOM, BeclooOpa3HbIMU pedpamu, KU(POCKOIMO30M,
HECTAOMJIBHOCTBIO aTJIAHTO-OKCHAJIIBHOTO COEAMHEHUS, TOJBKO ISl JAHHOTO THIIA
XapaKTepHa TUNEPMOOUIIBHOCTh CYCTAaBOB. VIHTENIEKTyallbHO JE€TU Pa3BUBAIOTCS
HOpMaJbHO. THUIT HAacJIeA0BaHMsI TaHHOTO 3a00J1€BaHUsl Ay TOCOMHO-PELIECCUBHBIN.

MIIC IV-A, Bo3Hukaet Bcneacteue mytaruii B reHe GALNS, oGecnieunBaroiero
npoayKIuio pepmMenTa N-aleThiraiakTo3aMuH-6-cynbgaraza, KOTOpbId pacuieruisieT
I'AT" — keparan cynbdat. GALNS pacnonoxeH Ha JUIMHHOM Ijiede 16 XpOMOCOMBEI,
16924.3 [8]. ®enotunuyecku MIIC IVA umeer 3 Gpopmbl, B 3aBUCUMOCTH OT POCTA:
Tskenast popma (poct<120cm), mpomexkyrounast (mexay 120-140cm) u msirkas popma
(Bbrmie 140cm) [8,p.167].

Mytauu B reHe GLB1 ssnsrorcs mpuumnoit paszsutus MIIC 1V-B. GLB1
obecrnieurBaeT NPOAYKIHIO (hepMeHTa OeTa-rajJakTo31u/1a3bl, KOTOPHI OTBETCTBEHEH 3a
pacmierienue ['AI' — kepatan cynbdar. ['eH pacrnonoxeH Ha KOPOTKOM Iuiede 3
Xpomocomsbl, 3p22.3 [8,p.172].

MIIC VI tun, cuaapom Mapoto-Jlamu, onrcan ¢paniry3ckum neguatpom [Ibep
MapoTto u renerrkoM Mopuc Ommib JKozed Jlamu. Berpedaercs: peako, ¢ 4acTOTOM
1: 455 000 u ob6ycnoBnen nedektom reHa ARSB, mokamuzoBanHoro Ha 5ql4.1.
MyTanuu CHMXKAIOT AaKTUBHOCTh N-aleTWirajakro3amMuH 4-cynbdarasel, dYTO
NPUBOJIUT K TIOBBIIIEHHOMY HAaKOIUICHHIO B JIM30COMax aepmarad cyibdata. Tun
HACJIEIOBaHUs JTAaHHOTO 3a00JIeBaHUS ayTOCOMHO-peniecCuBHBIN. KinmHuuecku ms
JAHHOTO THIA XapaKTEPeH BUCIEPATbHBIN (DEHOTHUI: TpyOble YepThl JIMIA, HU3KUN
pPOCT, TenaTOCIICHOMETalusl, MyNOYHbIE U TMAaXOBbIE T'PBIXKHU, OOCTPYKIUS BEPXHUX
IBIXaTEIbHBIX yTeH, MOPAKECHUE CEepAEUYHO-COCYAUCTOM CUCTEMBI,
nporpeccupyloias ruapouedanus, HoTeps 3peHus, IOMyTHEHUE POTOBUIIbI, CYKEHHE
KpaHHOBEPTEOPaIbHOIO KaHaja C MOCIEIYIOUUM CIIaBICHHUEM CIMHHOIO MO3ra H
BO3HUKHOBEHUEM HEBPOJIOTHUECKOM cuMIToMaTHKH. [9].

MIIC VII tun - cunapom Craii, BliepBble OMUCAH aMEPUKAHCKUM OMOXUMHUKOM
Yunssimom Crnaem (William S. Sly). XapakTepHo cHIKeHHE akTUBHOCTH (pepMeHTa [3-
TIIIOKYPOHUA3bI, PACHICTUISIONINKN JepMaTaH, TenapaH U XOHAPOUTHH Cyib(aThl, B
cBs3u ¢ nedextom B reHe GUSB, koTopblii JIOKamu3yeTcs Ha JJIMHHOM Tuiede 7
xpoMocoMbl, 7q11.21. 3aboneBanue peakoe, onucaHbl eAMHAYHBIE ciiydau. KinHuka
XapaKTepu3yeTcs BUCIIEPATHHBIM ()EHOTHUIIOM CO CHUYKECHHEM MHTEIUICKTa. TUIMTHYHBIM
MPOSIBIIICHUEM SIBJISIETCSl BOJSHKA TUTO/AA. THI HACIENOBAaHUS JTAaHHOTO 3a00J1€ BaHUS
ayTocoMHo-perieccuBHbIi [ 10].
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MIIC IX tun — cunpom HaroBukc, BnepBbie Obul omucadn B 1996 rony.
JIuTepaTypHBIX TaHHBIX HEJIOCTATOYHO JIJIsl ONUCAHUS JAHHOTO THUIIA, B CBSI3U C OUCHD
penkoi BcTtpedaemocThio. [Ipuunnoit pazsutus MIIC IX sBisgeTcs MyTanust B TeHe
HYAL1, xotopeiii oOecneunBaeT mpoAyKIMIO (epMmeHTa ruanyponuaasal,
pacHICTUIAIONINA THATYPOHOBYIO KHUCIOTY. ['eH pacronoxeH Ha KOPOTKOM Iuiede 3
xpomocoMmbl, 3p21.3 —p.21.2. Tun HacienoBaHUsl JAaHHOTO 3a00JI€BaHUS ayTOCOMHO-
petieccuBHBIN. KiIMHUYECKH TMOSBISETCS HU3KUM POCTOM, pacuierjieHueM Heoa,
YaCThIMU OTUTaMH, MOSBICHUEM MSTKHUX Y3€JIKOB BOKPYT CYCTaBOB, C MEPUOTUUECKU
MOSIBJSIONIEHCS 00J€3HEHHON MPUITYXJIOCThIO. IHTeNIeKkTyanbHO AeTH pa3BUBAIOTCSA
COOTBETCTBEHHO BO3PACTY.

O6mas pacripoctpaneHHocTh MIIC BapeupyeT B pa3Hbix cTpaHax ot 1,75 no 4,5
Ha 100 000 >xuBopoxkaeHHbIX aeteil. Tak, HaumMeHpas pacnpocTpaHeHHocTs MIIC
cpenu xuteneit EBponeiickux ctpan ormeuena B [lIBennu u Jlanuu (COOTBETCTBEHHO
1,75 u 1,77), Torna xak B Hugepnanmax ona cocrasmsier 4,5 va 100 000. B mupe
HauMmeHbliee KoaumuectBO mnanveHToB MIIC wa 100 000 >kMBOPOXKIEHHBIX
yctanoBieHo B FOxuoit Amepuke (bpaszunun), rae o6mias pacnpoctpaneHHOCTs MIIC
coctamwia 1,04 va 100 000 >xuBopoxaeHHbIX [11]. PacmpocTpaHeHHOCTh OTJIEIbHBIX
turoB  MIIC wumeeT cBOM OCOOEHHOCTH B PA3IUYHBIX TMOMYJSAIUAX - €CJIH B
eBporeiickoit monymnsinuu npeodmnanaer MIIC 11 tuma ¢ pacnpocTpaHEHHOCTHIO OT
0,67 na 100 000 xxuBopoxkaeHubix B [lIBenun 10 1,89 na 100 000 kxMBOPOXKICHHBIX B
Hunepnangax [12, 13], To B crpanax BoctouHoi Asum (FOxxnas Kopes, TaiiBaub,
Kwurait, Snonus) mnpeobnamaer cunapom Xantepa wuiau MIIC I, cocraBss
cooTBeTCTBeHHO 54,6%, 52%, 47,2% u 53% ot Bcex tunoB MIIC [14-17]. Beicokuii
ypoBerab MIIC II Takke yctaHoBieH B momyisiuu eBpeeB AmkuHa3u (Diamond,
1994), B [Toptyranuu, rae MIIC II cocraBnsier 34% ot Bcex TunoB MIIC, B bpazunuu
¢ pacnpoctpaHeHHocTbi0 0,75 Ha 100 000 >KMBOpPOXKAEHHBIX, YTO cOCTaBisAEeT 37%
Bcex TunoB MIIC u B DOcToHMHM, TA€ €ro paclpOCTPaHEHHOCTh COCTaBHIIA
cooTBeTcTBeHHO 2,16 Ha 100 000 1 4,2 Ha 100 000 »XHUBOPOKICHHBIX MAJTBUYUKOB, YTO
B 3-4 pasa BbIIlIE, 10 CPAaBHEHHUIO C APYTUMHU eBporneickumu ctpanamu [11, p.43;18].
B To Bpems kak peako BcTpeuaercss B ABCTpaiuu, re cocTaBiseT 9% oT Bcex THIIOB
MIIC; B Hoperun — 4%; ne 3aduxcupoBanHoro Hu omHoro ciydas MIIC II B
CaynoBckoit Apasun [14]. [lo manueim mureparypa MIIC I tuma nanbonee yacto
BcTpeuaeTcsa B Kanane, riae coctasisaeT 30% ot Bcex tunoB MIIC; B Jlanuu - 30%; B
Hopseruu - 60%; B [1IBenuu - 38%; Cesepras Upmangaus - 41% [12, p.1579;14, p. 6],
SBIISISICH HanOoJiee penkuM TuroM B TaiiBane -6% [14, p.4]. MIIC III tuma HanGomnee
4acTO BCTpeUaroluiics Tum ¢ crpaHax EBpomnsl: B llombmie ¢ pacrpocTpaHEHHOCTh
0,86 nHa 100000 >xuBopoxxkaeHHbIX, 48% oT Bcex TunoB MIIC; B IlIBenuu - 38%; B
I'epmanuu - 44%; B Hunepnangax pacnpoctpaneHnocts MIIC T coctaBasier 1,89
Ha 100 000; B YUexun 20% ot Bcex TumnoB MIIC. Tak ke cuaapom CaH(HINIIIIO YacTo
BCTpeuaeTcss U B ABcTpanuu C pacnpoctpaHeHHocteio 1,71 wa 100 000
KUBOPOXKJICHHBIX U cocTaBisgeT 50% ot Bcex TunoB MIIC [14, p.5; 19, 20]. Oxnaxo,
MIIC III sBnsiercst peakum tunoMm B CaynoBckoil ApaBum, rae coctasisier 11% ot
Bcex turoB MIIC; B Kutae — 3,7%; B CeBeproit Upnanauu - 9% [14, p.4,6; 17, p.347].
MIIC VI (cungpom Mapoto-Jlamu) Hambonee uvacto Bcrpeuaercss B CaygoBCKoi
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ApaBuu ¢ pacrpoctpaneHHOCTbIO 7,85 Ha 100 000 XKMBOpPOXKIECHHBIX, U COCTABIISIET
46% Bcex tunmoB MIIC m B WUumum - 26% [14,p.4,5]. Penko BcTpeuaetcs B
Hrkecnenyromux crpanax: B FOxnou Kopee - 1,4% cpenu Bcex tunoB MIIC; B YUexun
¢ pacmnpoctpanénHocteio 0,05 na 100 000; B Hoperun - 2%; B llIBeuun -4%; B
ITonsme MIIC VI cocrasisger Becero 1%; B Octonnn u I'epmanum cocraBisieT 7% OT
Bcex tunoB MIIC. OrcyrctByro manneie o nmanmeHtax ¢ MIIC VI B CesepHoii
Wpnanauu [14, p.6; 18, p.848].

MIIC IV Tuna (cuaapom Mopkuo) He npeoOiagacT HA B OJTHOW CTpaHE MUPA U
aBysieTcs peakuM tunoMm: B Asctpanuu MIIC IV A - 0,16 va 100 000 :KMBOPOKI€HHBIX
u cocrasiseT 4,5% ot Bcex TunoB MIIC; B bpasunuu - 11%; B Hunepnagnax- 6% u
IToryramuu - 10% cpenu Bcex tunoB MIIC. B DcToHnn He 3aperucTpupoBaHO HU
oxnoro manuenta ¢ MIIC 1V [14, p. 6; 19, p.311].

MIIC VII sBasieTcss Hanbosee peJKUM TUIIOM BO BCEM MHUpE, HE OMUCAHO HU
oanoro ciaydast MIIC VII tuna B Caynosckoii Apasuu, TaiiBane, ABctpanuu, [anumu,
[Iseruu, Dcronnu, ['epmannu, Ceseproit Upnanauu u [Momsire [14, p.5-6; 19, p.311].

Onuaemuosiornueckue wuccinenopanus no MIIC B Kazaxcrane panee He
npoBoauiuchk. JlanHbeIX 0 pacnpoctpaHeHHOCTH MIIC u ero oTAenbHBIX THUIIOB MO
Pecnyonuke Kazaxcran g0 Hacrosmero BpemMeHH He Obuto. B tabmume 1
npeacTaBieHbl pacnpocTtpaHeHHOcTh MIIC B menoM W mo TumaMm B pa3iHYHBIX
CTpaHax.
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Tabmuua 1- Pacnpoctpanennocts MIIC B mupe Ha 100 000 XMBOpPOXKIEHHBIX

THUIIBI

Tun [onbma [Hunepnannst | 'epmanus |ABctpanus| Hopserus | Hanus | llsenus | Yexus | Octonus| Anonus | HOxnas | TaiiBanb
Kopes

MIIC I 0,22 1,19 0,69 1,14 1,85 0,54 0,67 0,72 - 0,23 0,21 0,11

MIIC II 0,46 0,67 0,64 0,74 0,13 0,27 0,27 0,43 2,16 0,84 0,74 1,07

MIIC MI (Bce | 0,86 1,89 1,57 1,51 0,27 0,43 0,67 0,91 1,62 0,26 0,25 0,39

THIIBI)

MIIC IV (A,]0,14 0,36 0,38 0,59 0,76 0,48 0,07 0,73 - 0,15 0,13 0,33

B)

MIIC VI 0,0132 0,15 0,23 0,43 0,07 0,05 0,07 0,05 0,27 0,03 0,019 0,14

MIIC VII - 0,24 - 0,047 - - - 0,02 0 0,02 - -

MIIC IX - - - - - - - - _ - - -

MIIC Bce | 1,81 4,5 3,51 4,46 3,08 1,77 1,75 3,72 4,05 1,53 1,35 2,04




MosekyJISIpHO-TeHETUYECKUE ACTIEKTHI MYKOIOJIUCAXAPU/I030B.

YuuteiBag reHetuueckyrw npupony MIIC, wu3yueHne  MONEKYISAPHO-
T€HETUYECKOW OCHOBBI JIAHHOM MAaTOJOTUM SIBISETCS OJHOM M3 TJIABHBIX MOMEHTOB
Haiel pabotel. Heo0X01MMO OTMETUTh, YTO COTJIaHO MeXayHapoaHou 6aze HGMD
(Human Gene Mutation Databasa) pa3nu4Hbie MyTallii MOTYT BbI3BIBATH OJTAHAKOBHIC
3aMEHbl aMHHOKHUCJIOT, 4YTO MPHUBOAMT K HAPYIICHUIO CTPYKTYpbl U (QYHKIIUU
CUHTE3UPYEMOro Oeska.

B 6aze mannsix HGMD onucansl 224 myrauuu B rene |IDUA, dopmupyronmx
MIIC 1 Ttuna, u3 HMUX HamboJjiee YacCTO BCTPEYAIOTCSd MHCCEHC/HOHCEHC MYTalluu
(58,5%), myranuu splice site B 16,1%, neneruu B 13,8% u BctaBku B 7,1%. Ilo
JUTEpaTypPHBIM JTAHHBIM U3BECTHO, uTO 141 myTtanus hopmupyer cunapom ['ypiep, 9
— BbI3bIBaOT cuHapoMm llleite, 8 - cunmpom ['ypnep-llleite. HauGonee uacteimu
myTauusamu ripu MIIC I asmstrorest p.W402X u p. Q70X. Heckonbko ucciaeaoBaHui
BBISIBWJIM MYTallUOHHBIC pa3HOooOpa3us mnpu paznuuyHbix mnoaTtunax MIIC [ u
ATHUYECKU/TeorpaduuecKyIo reTePOreHHOCTh Y IAaHHBIX MAIlMeHTOB. Tak, MyTaHTHBIN
amens W402X ygacro (45-60%) BcTpeuaercs cpeau 6osbHbIX CeBepHOM AMepuKwy,
Asctpanuu, Ucmanun u BenukoOputanuu, pexe - CxanpunaBuu (17%), Uranuum
(11%), Poccunm (4%) [21-24]. Toraa kak mytarust Q70X HanboJiee 4acTO BISBIISLIACH
B Ckannunasuu (62%), B oTiimuue oT Apyrux esporneiickux crpat (16%), CeBepHoit
Awmepuke (17%) nu Ascrpanuu (17%), Hu3kas ee yacrota u B Mcnanuu 8% oT Bcex
myTaruit [23, p. 504; 24, p.277; 25,26]. B Slnonuu HU y OAHOTO MAIUEHTAa HE ObUIH
BBISIBJICHO 9T J[BE€ MYTAllUH, B TO BpeMs Kak HauOoJjee 4acThiMU MyTanusmu (42 %)
apiiiich R89Q u ¢.704ins5 [27]. Bricokas yactora (92%) roMO3UTrOTHOW MYTalMH
P533R oOHapykeHsl B MapoKKO, YTO BEpOSITHEE BCErO B CBSI3M C YaCThIMHU
OM3KOpOACTBEHHBIMU Opakamu [28]. Mytaruu p.A79V u p.L346R naubomnee gacto
BCTPEUAIOTCS B KUTANCKOW momyJsiiuu; cpenu nanuentoB FOxuoit Kopen naubomnee
gacTo ObuM ycTaHOBIeHBI MyTanuu p.L346R u ¢.704ins5. YcraHOBIIEHBI KOMOWHAIIMHT
MYTallM{ B ABYX aJUIEISIX MPUBOISIINE K onpeneiaeHHoMy dhenotuny [29]. YuurteiBas
To uro Hambonee yacto MIIC I tuma BcTpewaercs B EBpomeiickol MmoOmyssiuw,
MYTallMH, KOTOPbIE XapaKTepHBI IJis CTpaH EBpOIBI peko yCTaHOBIEHBI Y HApPO0B
A3uH, MOXHO cJenaTh BBIBOJA, 4TO OcHoBaTenb mytanuu npu MIIC 1 sBisercs
IpeCTaBUTEICM eBpoIeiickoi pacse [14, p. 11].

B mnacrosmee Bpems B 0Oaze panHbix HGMD ommcaner 584 wmyrtanmw,
Bbi3piBatomx MIIC II (cuaapom Xantepa). HamOosnbiee KOJTMYECTBO MYTaIHM
MPEICTaBICHO MHUCCEHC/HOHCEHC MyTanusMu B kommdectBe 296 (50,7%); nenernuu
106 (18,2%); splice site myrtamuu 54 (9,2%); u BctaBku 46 (7,9%). Yame Bcero
Tsokenast popma MIIC 11 cBszana ¢ Gonpmmmu nenenusimu B reHe IDS, a Taxke c
pekoMOuHaHIMsAMH 3axBaTbiBaronuM reH IDS-IDS2, B To BpeMs kak HYKJICOTHIHBIS
3aMEeHBl TPU MHUCCEHC MYTAIUSAX W/WIM MHHUMAJIbHBICE MYTAIMH TIPH JCIICIHH
MpUBOIAT K Oonee MsarkuM (opmam 3aboneBanus. Haubomnee gacras mytarus B IDS
reHe B aszuarckod nomynsauuu p.R468, npeacraBiasier 42,9% oT Bcex myTanui y
nanuenToB B TaiiBane; 11,6% B SAnonuu; 13,2% B Kutae. OgHako sBiaseTcs peakon
myTanuen B FOxxHoM AMepukH, coctaBisist Bcero 6% [30, 31]. U3BecTHO, 4TO MyTanuu
C.1122CNT u p.Y 536X [32] npuBoauT K MATKOH opme 3a001eBaHUs, B TO BPEMsI KaK
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myTamus p.Y54X - k Tsoxenod ¢opme. Myrtamuu p.Q531X u p.R443X moryr
NPUBOJUTh KaK K MSTKOM, Tak M K TsDKelol gopme 3aboneBaHusi, 4TO, BEPOSITHEE,
CBSI3aHO C COYETAHHEM JIOMOJHUTENBHBIX (DaKTOPOB, BAUSIOMIMX Ha (PEHOTHN MpHU
JTaHHBIX MyTanusx [33].

W3Bectupt 142 wmytauuu B reHe SGSH, dopmupyrommux MIIC 1II-A:
MucceHc/HoHceHC B kojnuecTBe 109 (78,8%); neneumm 17 (12%); BctaBku 9 (6,3%);
crutaicuar mytamuu 2 (1,4%). MIIC 1II A naubonee pacnpocTpaHEHHBIM TUI B
Cegepnoit Epornie [14, p.9], c yactoit mytanueii p.R245H, ycranosnenHoit B 56,7% B
Hunepnannax. Yacteie natoreHnele Mmyrtauuu p.R245H, p.Q380R, p.S66W wu
¢.1080delC accoruupyroTcsi ¢ KJIacCHYECKOU, TsoKesno, GopMoit 3aboneBanus [34].
Myrarnus R245H vacro Bcrpeuaetcs B 'epmanuu u [osbiie, 6onee yem B 50% [35],
a Taxke B Benukobpuranuu - 6osee ueM B 20% [36]. Myrtauuu R74C, R245H, S66W,
u 1091delC npeBanupyrot B [Tonbie, Jlanuu, Uranuu u Ucnanuu [14, p.9]. B EBpomne
HauOosiee yacTel MmyTannu R245H u S66W, B To Bpems kak myTtarusi R456 nanbonee
yacrtas B ABctpanuu - 55% [14, p.9].

Cornacio 6aze ganubix HGMD wusBectHst 156 myranunm B rene NAGLU,
dopmupyromue MIIC 111 B. Cpean uvux 107 MUCCEHC/HOHCEHC MYTallMii, 4YTO
coctaBisier 68,8%; nenenuu 23 (14,7%); BctaBku 13 (8,3%) u crutalicuHT MyTamuu 5
(3,2%). Hannsiii Tun MIIC III nHanGonee yacto BcTpeuaercs B ['penyu U cocTaBisieT
81% cpenu Bcex Tunos MIIC III. YcTanoBiaeHbl MyTaluu, BeisiBIeHHbIE B 70% citydasi:
p.Y140C, p.H414R u p. R626X [37]. Ilo naHHBIM HCCII€IOBAaHUM, TTPOBEICHHBIX B
SInonun, mytanus RS565P sBasercss Hambojee yactoii Ha octpoBe OkunHaBa [38].
Mytanusa R234C uacto BcTpeuaercs B I[lopryranun (32%) u B Wcnanuu [39]. B
HEJJaBHUX HCCIIeIoBaHUAX 136 mamueHToB OT OJM3KOpOACTBEHHBIX OpakoB (90%
upasiibl, MeHee 10% Typku u apalsbl), daiie Bcero Oblia ycraHoBieHa R565Q Mmuccenc
MyTallus, OTBEYAOIIas 3a TsDKENyIo Gpopmy 3abosnesanus [14, p. 9].

N3BectHrl 66 myTaruid, BeizbiBatoux MIIC 11 C, u3 Hux 37 - MECCEHC/HOHCEHC
MyTaluu, 4to coctaBisier 56%; neneuun 5 (7,8%); BctaBku 5(7,8%) U cruiaiicuHr
myTtanmu 14 (21,2%) B rene HGSNAT. Onucanbl Haubonee yacteie myTanuu p.R344C
u p.SS18F B monynsiuuu Jlanuu, cocraBiswomue 22% u 29,3% COOTBETCTBEHHO.
Mytanusa p.R344C Ttak ke xapakrtepHbl miua nomynsuuid @Dpanuuum, ['epmanumy,
Cunranypa u BemukoOpurtanuu [40]. Taxxe omucansl 24 myranun B reHe GNS,
BeI3bIBaromux MIIC II1-D: 7 (29,2%) muccenc/HoHCceHC MyTanuid; aeneruu S5 (20,8%);
BcTaBkU 4 (16,7%) u crunaiicunr mytauuu 3 (12,5%).

Kax ¢hopmupyromue MIIC IVA B 6a3e nanasix HGMD 3nauatcs 328 myranuu B
reae GALNS: 243 (74,1%) muccenc/noncenc myrtanuid; nenenun 32 (9,8%); BCTaBKH
5 (1,5%) u cnmaiicunr mytauuu 32 (9,8%). MyTauusiMu-oCHOBATENISIMU CUUTAIOTCS
p.G116S, p.N164T, u p.G301C [41]. Ilo nurepaTypHbIM AaHHBIM HaubOOJEE yacTas
mytauusa p.R386C, ¢ wactoroit 70%, BcTpeuaerca B nonyisanun KomymOuu, tak xe
oHa Bctpeuaercsa B Uranuu, Opannun, Benmukoopuranuu, [lopryrammm m Mopokko
[42], B TO Bpems kak mytanus p.G139S BeisBneHa B 1.3% B Mpmanauu, ApreHTuHe,
Cesepnoii Amepuke u CIIIA [43]. B Kutae HanboJsiee yaiie BCTpedaeTCss MyTallus
p.G340D u cocraBmsier 16,7% OT Bcex MyTaHTHBIX ajuresei [44].
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Cornacio 6a3ze nanHbix HGMD wu3Bectusl 210 myraumii B rene GLBI,
dpopmupyromux MIIC IVB: 160 (76,2%) mMuccenc/HoHceHC MyTanuii; aeneunu §,1%;
BCcTaBku 5,7% u cmnadicuHr myrtauuu 7,6%. Mytamus p.R59C naunbonee wacto
ornucana B nonyJyisinuu Micnanuu u coctapiset 27,9% cpenau Bcex myTaruit [45].

Xapaktepubie 1ist MIIC VI myranuu B rene ARSB no manneiM 6a3et HGMD
coctaBistoT 192: u3 nux 143 (74,5%) MucceHc/HOHCEHC MyTanuii; aeneuuu - 12,5%;
BcTaBku - 3,1% u cruaiicunr myraumii - 5,7%. Mytamus p.R315Q u p.S384N
HauOoJiee 4YacTO BCTpEUAIOIIMecss MyTaluu. Bplllleyka3aHHble MYTalluu ObUIH
YCTAHOBJIEHBI B OJHOM W TOW K€ aiene y 5 nauueHToB u3 Ilopryramuu, 4to Moxer
TOBOPHUTH O TOM, YTO OCHOBATENb IAHHBIX MyTaIluil 6epeT cBou KopHU U3 [lopTyranmuu.
H3BectHO, uro MyTarmu 427delG u G144R xapakTepHbl 1uis TSOKENOTo (eHotuna [46].

Cornacno 6a3e ganupix HGMD omnwmcanst 63 wmyrtamuit B rene GUSB,
dbopmupyromue MIIC VII: 52 (82,5%) muccenc/HoHceHe MyTanuii; aeneruu 4 (6,3%);
u 5 cradicunr mytanuu (7,9%). Haubomnee yacteie mytaruu - €. 526C>T (p.L176F),
€.1244C>T (p.P415L), ¢.1222C>T (p.P408S), ¢.1856C>T (p.A619 V), ¢.646C>T
(p.R216W), ¢.1144C>T (p.R382C), u ¢.1429C>T (p.R477W) [47, 48, 49, 10, p.1].
Mytanus p.A619>V Oblna BbISIBIEHA B MEKCHUKAHCKOW M SIMOHCKOW MOMYJISIIHSX.
HaunbGonee vactas myramus ¢.526C>T Opina ycranosinena B CIIIA (eBpormeouiHast
paca), bpasunuu, bputanumn, Yunu, ®pannuu, Mekcuke, [lonbme, Vcnanuu wu
Typuuu [48, p.462; 50].

Cpeau MIIC IX Tun siBnsercs HambOojee pEeAKUM, BCETO B MHPE OMUCAHBI
HECKOJIbKO CIIy4aeB JaHHOW maTtojorud. Triggs-Raine ¢ coaBT ommcan Juilb OAHY
myTaiuio B reie HYALL: nenerust ¢.104delT [51].

JTHONATOreHe3 M KJIMHUYECKHEe NMPOSIBJICHUSI MYKOIOJINCAXapHuI030B. PaHee
yU€HbIE CUUTANM, YTO HakormuieHne ['Al’ sABisieTcs €IMHCTBEHHOW NPUYMHON BCEX
KIMHUYECKUX TposiBiieHUd u cumntomoB npu MIIC [52], omHako mnocieaHue
UCCIICIOBAHMS TMOKa3bIBatOT, uTo mnartoreHe3 MIIC Oomnee cioxubiii  [53].
AxxymymnupoBaHHbii ['Al” npenacrapisieT co00i OMOIOTHYECKH aKTUBHYIO MOJIEKYIY,
Hecylyro Ouosorundeckyro wHbpopmaiuo [54]. Hakomrenwe I'AI' akTUBH3UpYyeET
BTOPUYHBIA NMATONCHETUYECKUN KaCKal, NMPUBOIAIIMNA K HApYUICHUIO FOMEOCTas3a B
KJIETKaX ¥ TKaHAX - YBEJIMYECHUIO IKCKPELUU [IUTOKWUHOB U MEAUATOPOB BOCIAJICHUS,
YTO AKTUBU3UPYET BOCMAIUTEIBHBIA OTBET M MPOAYKIIMIO CBOOOJHBIX PaJHKAIOB,
ACCOIIMMPOBAHHBIX C OKHCIUTEIbHBIM cTpeccoMm [54-59]. Tlpu MIIC yBenuuen
YpPOBEHb MEPEKUCHOrO OKHUCIICHHS JUIUJIOB, YTO MPHUBOJUT K OKUCIUTEIBHOMY
noBpexacHuto JIHK [60,61]. HakomienHsle B MeXKiIeTodHOM mpoctpaHcTBe ['Al
U3MEHSAIOT 3HAOCOMAIIBHYIO CE€Th, TEM CaMbIM BIIMSISI Ha BHYTPUKJIETOUYHBIE IMYTH
aytodaruu [62-64]. AKTHBU3MPOBAHHBIC BHIIICYKa3aHHbIE ITyTH HeoOpaTuMbl. BMecTte
C TeM, AaKKymyJlupoBaHHble B Jmn3ocomax ['Al'’ MHrHOMpylOT eme u Jpyrue
JM30COMaJIbHbIE (DEPMEHTBI, YTO BEAET K BTOPUYHOMY HAKOIUICHUIO IPYTUX MOJEKY,
KOTOPBIE MOTYT YCYT'yOJISITh ITATOJIOTHYSCKUH Tiporiece [65-68].

OO01Ien3BeCTHO, YTO TSHKECTh MATOJIOTHUECKOTO Mporiecca 3aBUcuT oT tuma MIIC
¥ BHJa reHerndeckoil myrammu. OIHAKO, O CHUX TIOP HE YCTAHOBICHBI (DaKTOPHI,
npuBoasmye K BapuadenbHocT PeHoruna MIIC. derotunudeckas reTeporeHHOCTb,
oT MATKoi (popMbl 10 OoJiee arpeccuBHOM, XxapaktepHa i Bcex TunoB MIIC. beictpo
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nporpeccupytomas gopma MIIC 1 tuma (Gone3ubp ['yprnep), accoumupyercss c
nopaxxenueM {THC m paHHMM BOBIIEUEHHEM B IATOJIOTMYECKHH MPOILECC CEPIACUHO-
cocynuctoi cuctembl (CCC). Tsoxenoe TeueHne 00JI€3HU, C BBICOKOM CMEPTHOCTHIO U
OTCTABAaHHEM B MHTEJUICKTYyAJIbHOM pa3BuTuH, xapakrtepHo s MIIC II tuna. B To
BpeMs kak rpu MIIC VI tunma IIHC He mopakaeTcsi, a IMEET MECTO COMAaTUYECKOE
MOpPa)KEHUE U JIETOYHAs TUCHYHKITHS.

MHorue mnaToJOTMYeCKMe MEXaHU3Mbl, ONUCAHHBIE paHEe, AKTUBU3ZHPYIOT
MOpa)KeHUE KIAMaHHOro anmapara cepaua. Tak, NEepBUYHO UAET aAKTHBHOE
HakoruieHue ['Al B Tkansx cepaua. [IpoTeornukansl, Takue Kak 1€KOPUH U OUTTIMKAH,
cojaepkatr B cebe nepmarad cyibdar, Hakamupatomuiicss mpu MIIC 1, IT u VI. Otu
NPOTEOrJMKAaHbl B HOPME BCTPEYAIOTCS B JOCTAaTOYHOM KOJMYECTBE B TKAHAX
KianaHHoro ammapata cepama [69]. Tlpu MIIC, yposens ['Al' yBenuueH, u
TUCTOINATOJIOTMYeCKH Oblla BhisiBIeHa uHGUiIbTpauus ['AlT sHnokapaa (cTBOpKU
KJIanaHOB, XOpJbl, (hUOPO3HOE KOJBIO), MUOKAp/Aa, KOPOHAPHBIX apTepuil, aopTe U
npoBoasmiet cucreme [70, 71]. B T10o ke Bpems ['Al' crumynupyer
JUNONOJIUCAXapUIHbIE CHUTHAJbHBIE IYTH, YTO MPUBOAUT K OCBOOOXKIECHUIO
POBOCHATMUTENbHBIX LIMTOKMHOB U MAaTPUKCHOM MeTasonporenHassl 9 (MMPY).
CtumynupoBanue MMPY B TkaHsIX KJ1allaHOB cep/illa aCCOUUUPYETCS C BOCIIAJICHUEM
U PEMOJCIIUPOBAHUEM DKCTPALCIUTIONSPHOTO MaTpUKCa, MPUBOASIINMA K MOPAKEHUIO
KJIallaHOB B BUJIE CTEHO3a W/WJIM HEAOCTATOYHOCTH [72].

Bosneuenne B matosmorndeckuid npouecc CCC saBnsieTcss Beaywed NpUYMHON
rubenu nereit ¢ MIIC, B 96% ciyuaes. [IposiBnenus nopaxxenus CCC BapuaOenbHbl,
U MOIyT KJIMHUYECKH TMPOTEKaTh B BHUIAEC MHUOKAPAUTOB, KOHUEHTPUYECKOU U
HKLIEHTPUYECKON rurnepTtpodun MHUOKapJa, AUIATAIMOHHOW KapIUOMHOIIATUH,
AHEBPU3MATUUYECKUX HM3MEHEHUN CTEHKH JIEBOTO JKEIYJOuYKa, IWJIATallUd KOPHS
aopThl, TOPAKEHMs KJIAMIAHOB, KaK B BHUJE CTE€HO3a, TaK U HEJOCTATOYHOCTH.
BoBiieueHre KOpPOHApHBIX COCY/IOB B NATOJIOTMYECKHI MPOLECC MPOSIBISAETCS HX
CY’)KEHMEM M OKKIIO3MEH, 4YTO MPUBOAUT K HIIEMHH MHUOKap[a, JIETOYHOU U
apTepUAIbHOW TUIEPTEH3UU, HAPYIICHUIO pUTMa CepAlla OT JIETKOW ApUTMHH A0
BHE3aIMHOM ocTaHOBKH cepana [73, 74]. [Mopaxenrne CCC BO3MOKHO MPHU BCEX THIIAX
MIIC, HO peuMyIIEeCTBEHHO BCTpeUaeTcs U faeT panHiow kKIMHUKy npu MIIC I, 1T u
VI tunax [ 75, 76, 77]. Y 60-90% neteit ¢ MIIC npeBanupyeT nopakeHue KJIarnaHHOTO
anmaparta cepamna, npu 3tom cpeau aereit ¢ MIIC I, II u VI B 92% cinyuaes
PETUCTPUPYETCS] HEIOCTATOYHOCTh MUTPAJIbHOTO KiamaHa, B 57% - aopTaibHOTO
kiamnasa [75,76,77].

[ToMUMO CTPYKTYpHOrO IMOPaXEHHs CEpAlld, UMEET MECTO M HapyLIEHUE €ro
¢bynkiuu no npuunHe uHGMIbTpanuu ['AlT mpoBoaAmUX MyTed W JaTbHEUITUM HUX
¢ubpozoMm. [loBpexkaeHue MPOBOASIICH CHUCTEMBl NMPUBOIUT K PA3THYHBIM BUIAM
Oyokam  apuTMUN. ApUTMHS B BUJIE CHHYCOBOW Taxukapauu Obuta ommcaHa B 44%
cinyyaeB y nanuentoB ¢ MIIC VI uy 7% c MIIC II. Cny4yaun nonHoit AB 65okazsl, ¢
PUCKOM pa3BUTHUs BHe3anHOM cMepTH, Berpeuyanuchk npu MIIC I1, [T u VI, uro tpebyet
B TIOCJICAYIONIEM BBEACHHE TericMeiikepa [ 75-77].

Kax npaswiio, naruentsr ¢ MIIC He mpeapsBisSioT Kallod, XapakTEepHBIX IS
narosniorun CCC. BmecTe ¢ Tem, ObIBalOT 3aTPYHEHHS B IPOBEACHUN KIMHUYECKOTO
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obcnenoBanust OonpHbIX MIIC, B cBsI3u ¢ OTCTaBaHUEM WX B (DU3UYECKOM H
ncuxudeckoM pazsutuu. Ha OKI' npu MIIC peako MOXHO BBISIBUTH THHEPTPOPUIO,
Tak kKak ['Al' 1UIOXO TPOBOAAT  DIEKTPUYECKUM  UMITYJIBC, BO3MOXKHBI
Hecrnieuupuueckue n3Menenus 3yona T, ngenpeccust cermenta ST, Taxuaputmuu. Bee
BBILIENIEpEYUCIIEHHOE HE ucKirovaeT Hannuus nopaxenuss CCC npu MIIC. [TosTomy,
OKI' m DOxoKI' ocraroTcsi KIIOYEBBIMU JIHArHOCTUYECKHUMHU METOJaMu IIpU
uccinenoBannu CCC y 6onpubix MIIC [78].

[lopaxenue npixatenpHoM cucteMbl npu MIIC sBasieTcs BTOPBIM 3HAYUMBIM
(akTOpOM, BIMSIONUIMM Ha €ro TeueHue. JIeTalbHOCTh OT pecupaTOPHOM MaTOJIOIMU
npu MIIC cocrtaBnser ot 56% no 63% [79, 80]. Ilaumentsr ¢ MIIC wumeroT
OCOOEHHOCTH B aHATOMHUYECKOW CTPYKTYPE BEPXHUX JbIXaTEIbHBIX MyTEH: KOPOTKAS
1iesi, OrpaHUYEHUE PACKPBITHS PTa 32 CUET KOHTPAKTYPHI CyCTaBa HUKHEN YEIIFOCTH,
BBICOKMI HAJrOpPTaHHUK, Y3KHI KpaHHOBEpTeOpaabHbIM KaHaj, TMIOIJIa3upoBaHHAs
HWOKHSISL YENTIOCTh, TUIIEPIUIa3us 1eCEeH, MaKpOIJlocCcHsi, OOJbIINE, MMyXJIble TYObl, OTEK
CIIM3UCTBIX TKAHEW, MOBBIIIEHHAsA CEKPELUs MYKON1a, XPOHUYECKUE PUHOCUHYCHTBHI,
y3Kas TpyJAHas KJIETKa, yalle yXyAlarmasics Ku(pOCKOIN030M. BrllieykazaHHoe
CIIOCOOCTBYET  Pa3BUTHIO  CHABJICHUS U CYXKEHHUS  JbIXaTENbHBIX  MyTEH.
IIporpeccupyromiee HakomieHue ['Al' B TKaHSAX BEPXHUX [bIXaTEJIbHBIX MYTEM,
[JIOTKHA, TOPTaHU W aJICHOMJAJIbHBIC pa3pacTaHusi MPHUBOAAT K oOcTpykmuu [81].
WNnrtepctunmanbioe HakoruieHue AT B jerouHoil TkaHu (ajapBeosax) SBISETCS
OPUYUHON Ppa3BUTHS PECTPUKTUBHOM JbIXaTEJbHOW HEJIOCTATOYHOCTH, Ha (poHe
OOCTPYKTUBHOM HEJOCTATOYHOCTH HU3-3a TPAXEOOPOHXHAIBHOTO CYXEHUS U
Tpaxeobponxomamsiuu. KpoMe Toro, y HUX Takke HapyllleHa dKCKYpPCHUS JEeTKUX, B
CBS3M C OrpaHWYEHUEM [IBIDKEHUS JAuadparmbl, TrenaTocIUICHOMETralivued H,
CJIEICTBUEM KOMIIPECCUU CHMHHOTO Mo3ra Ha ypoBHe C3-CS5. IlopaxeHus menHoro
WIM TOSCHUYHOTO OTAEJIOB CIUHHOTO MO3ra MOTYT OCJIa0UTh JbIXaTeIbHYIO
MYCKYJaTypy Y 3aTPyAHUTh OTKALUIMBAHUE CIM3UCTOIO CEKPETA, YTO IPUBOAUT K Er0
acrMpalMd M YacTbiM IHEBMOHHUSAM. Bce BblllIeyKa3aHHOE SIBJISIETCS OCHOBHOM
OPUYMHON TOpakKeHHs IbIXaTeIbHOM cructeMbl mpu MIIC [82-85].

Knunanyecku pecnipatopHasi matojaorusi MaHuGecTupyeT o0CTpyKIIMel BEPXHUX
IbIXaTEJIbHbIX MYTEH, OJBIIIKOMN, IIYMHBIM JIBIXaHUEM, XparioM BO CHE, aclUpaluei,
4acThIMU ~ MHQEKIMSIMU  BEPXHUX  JIBIXaTENbHBIX TyTe W  MHEBMOHUSMHU.
[MpucyrcrByromas Tpaxedponxomansius npu MIIC 1 u I MoxeT ObITh NMPUYHHON
JIETATBHOT'O UCXO0/1a MPY MHBA3UBHBIX MPOIEypax B Buae Oponxockomnuu. [IpuumHoii
OOCTPYKIIMM BEPXHUX [IBIXaTEIbHBIX MYyTEeH Tak)KEe MOXKET OBITh TMOpaKECHUS
nentpanbHoit HepBHoOW cuctembl (LJHC) B Bume ruaponedanuu, KOMIIpeCcCHS
CIIMHHOT'O MO3ra M JiereHepaiuu Heiiponos [82, p.1; 83, p. 134; 84, p.203; 85, p.313].
B 11BOWHOM NEpPEKPECTHOM HCCIEIOBAHUH B TEUYEHHE 2 X JIET CIEeHHAINCTaMU
OTJIECJICHUSI OTOPUHOJAPUHTOJIOTHN M METAa0OTUYECKUX HapylieHui kimHuKA Great
Ormond Street B BenukoOputanwu, ObUIa w#3ydyeHA OOCTPYKIHS BEPXHHUX
IbIXaTenbHbIX MyTeld y aetedl u B3pocibix ¢ MIIC. IlpoBoaunack KOMIbIOTEpHAs
TOMOTpaMMa BEPXHHUX [bIXaTEJNbHBIX IMyTEW, Ha3albHas SHIOCKOMUSA, HU3MEpPEHUE
anmHO? W mHAeKkca amHod/rumonuod (MATY). Maaexc mpoOykaeHns W KadecTBO CHa
ObUTM M3Yy4eHbl C MOMOIIBIO MoiaucoMHorpaduu. MAID' Obl1 3HAYUTEIBHO BBILIE Y
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nereit, yeM y B3pociabix ¢ MIIC (p=0,03). ¥V Bcex ormevanuch runeptpodus
aneHonioB | crenenu B 36%, Il crenenu B 64% cnyuaes [86]. IIporpeccupyromas
0OCTPYKIIMS BEpXHUX JbIXaTeNbHBIX myTel Oonee xapakrepHa aist MIIC I, IT u VI, uto
B JAIbHEHIIEM NPUBOIMIA K CHHIpOMY oOcTtpyktuBHOro amHod cHa (COAC),
XPOHUYECKOM JBIXaTEIbHOW HEJOCTATOYHOCTH U BHE3AITHOW CMEPTHU. B CBA3U C 3THUM,
BceM nanuentam ¢ MIIC Heo6XxoauMo POBOAUTE CTAHJAPTHYIO MOJUCOMHOTpadHIO,
BKJTIOYAIOIYIO B ce0s1 DI, a51eKTpooKyorpaduto, 2JIeKTpoMuorpaduio moadopoaka,
OKI', u3mepeHue caTypallud U YCTAHOBJIICHHE HaJlW4YWsg Xpama ¢ TOMOIIbIO
BUJIeOpErUCTpaiuu cHa ¢ MHUKpoPoHOM. COCTOSIHME THUIOMHO? XapaKTepHU3yeTcs
CHIDKCHUEM Ha3aJIbHOTO MOTOKa Bo3ayxa Ha 50% u carypauuu Ha 4%. MHaekc arnHod
PacCUUTHIBACTCS M0 KOJMYECTBY MPHUCTYIOB allHO? U THIOMHOY B TEUCHHE Yaca BO
BpEMsI HOYHOTO CHA. AIHOD SIBJISETCS OOCTPYKTHBHBIM, €CJIM OTCYTCTBYET IOTOK
BO3/lyXa MPHU HAIMYHUM JbIXaTEIbHBIX JIBUXKEHUN TPYHON KJICTKU U LEHTPAIbHBIM -
IIPU OTCYTCTBHUH 3KCKYPCUU TPYIHON KIIeTKU. lleHTpanbHOE alHO? KOHCTAaTHPYETCS
pH 3a/IepKKe bIXxaHus 6osiee yeM Ha 20 ceK U CHUKEHUH caTypaiuu >4%.

Tsxxecte COAC ouenuBaercs no MAI. [lns nereit sBnsiercss Hopmod UAT
<1,5/49ac u uHaEeKC neHTpaibHOro anuod <5/4ac. [Ipu UATI ot 1,5 10 5 B yac - nerkas
creneHb, npu 5-10/gac - cpennss u npu UAIT >10/gac - tsokenas COAC [87]. YV
B3pocibix AT >5-15/uyac nerkast cremenb, >15-30/gac cpeansis u >30/gac mpu
Tsokenort crenean COAC [88].

3aTpyJHEHHE HOCOBOTO  JbIXaHWS, YTOJIICHHBIE TOJIOCOBBIC  CBSI3KH,
MaKpOTJIOCCHsI, THUIEPIPOIYKIUS CIHU3H, TUNEepTpodus aaeHOUIOB W MUHJAIMH,
TpaxeoOporxoMassnus, nopaxenue [IHC spustorcs npuunnamu passutus COAC
[89-90]. Yactora BcTpeuaemoct COAC cpeau manmentoB ¢ MIIC cocTaBiser oT
40% mo 95% [87, p. 547; 91, 92, 93, 94]. ITo nauusim Julia de Carvalho Lopes et al.
(2013) Beicokas vactota (100%) COAC Obuta BBISIBI€HA B a3MATCKON MOMYJISIIUU
[95,96].

CaMmbIMU paHHUMHU KIMHHYECKUMU TposBieHussMu MIIC sSBISIOTCS CUMIITOMBI
nopaxenue JIOP opranos, kotopsie Hanbosee yacto Bcrpeuaercs mpu MIIC I, [T u VI
B pa6orax M.Motamed et al. (2000) mpu peTpOCHEKTHBHOM aHAJM3€ HCTOPUM
oonezneit 9 mereri ¢ MIIC 1, II u III BBIsIBIIEHO, YTO y BCEX IMAIIMEHTOB B JeOIOTE
3aboseBaHus ObUTH YacThie oTUTHI [97]. 3auacrtyto, 10 Bepudukamuu auarao3a MIIC,
J€TH HEOJHOKpaTHO mnoiy4daroT jeueHue y JIOP Bpaueit [98]. Tak, ecnu penuaus
rUnepTpouu aJIeHOUIOB MOCIE AJICHOUIPKTOMUU B 3[I0POBOM MOMYJISIIUHA COCTABIISET
0,55-1,5%, to mpu MIIC gacrora ropa3no Belie - 56%, 0JTHAKO, MPUYHNHA PEIIUIUBOB
ageHounoB He uzydeHa [99, 100]. TAI' B Gonbiom konrdecTBe ObUTH OOHAPYKEHBI B
BBIIIOTE U3 CPEJHEro yXa, B TKaHAX AaJCHOMAHBIX BEreTaluii, OJHAKO B
THIEPTPOPUPOBAHHBIX MUHIAIMHAX 0OHApY)eHO He Obuto [92, p. 945].

[Topaxxenue JIOP opraHoB yaiie Bcero MposBISIETCS B BUJI€ CHUYKEHHUS CIyXa,
XpPOHUYECKUX OTUTOB, THUNEPTPOPUU aJCHOWIOB W MHUHJAINH, XPOHHUYECKHUX
PUHOCUHYCUTOB, OTOpPEH, PUHOPEU, HAPYUIEHUS pEeYM, Xpana MU 3aTPYJHEHHOIO
HocoBoro apixanus [101-103]. CHmwkeHue ciryxa MOXKET OBITh KOHIYKTUBHBIM,
CEHCOHEHWPOHANbHBIM WM cMelIaHHbIM. Yactora mopaxkenus ciyxa npu MIIC no
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JAHHBIM Pa3JIMYHBIX UCCIEAOBAHUIN CHIIBHO OTIANYAIOTCA, cOCTaBisis oT 28% 10100%
[104- 108].

KimHuka nmporpeccupyromero IopakeHuss KOCTHO-CYCTaBHOM — CHCTEMBI
xapaktepHa 1 Bcex TunoB MIIC, 3a uckmouenuem MIIC III, mns xoTopsix
BOBJICUCHHE B IATOJOTHMYECKHWA IPOLIECC CYCTaBOB, HE SABISIETCA BBIPAKEHHBIM.
CumnTomaTuKa IMOpaXEHUs CYyCTaBOB CBA3aHA C MOPAXKEHHEM CAMOr0 CYCTaBHOIO
XpAIIA, OKOJOCYCTaBHBIX TKAHEBBIX CTPYKTYP M KOCTHOM TKaHH. IIpouecc mopaxenus
CyCTaBOB U KocTell uaet ogHoBpeMeHHo. CyctaBHoe nopaxenue npu MIIC I, I, VI n
VII umeer mporpeccupyromui XapakTep BIUIOTh 10 AECTPYKLMHU, IPU OTCYTCTBUU
YETKUX KIMHUYECKUX mposiBieHuil BocnaneHus. s MIIC IVA Toxe xapaktepHO
NOpaX€HWE CYCTaBHOM TKaHM, HO B OTJIMYHME OT JPYruX THUIIOB KIWHUKA
XapaKTepu3yeTcs TMOBBIIIEHHON MOABUXKHOCTHIO, pa300JTAHHOCTHIO CYCTaBOB U
BBIPDAXKEHHOM aucriazueil ckenera. Ilo pes3ynpraTaM H3ydeHHsI XOHIIPOLMTOB H
CUHOBUAJIBHOW O0O0JIOYKH y KUBOTHBIX C pasHbiMH Tuniamu MIIC, GbuIO BBISIBICHO,
YTO HAKOIUJIEHUE JepMaTaH Cyib(aTa yBEJIMYMBAET aroNTO3 XOHJIPOLUTOB U
BBICBOOOXK/IA€T BOCHAIMTENIbHbIE ITUTOKUHBL. YcTaHOBIeHO, yTo ['Al', B yacTHOCTH
JepMaTaH cyiab(dart 1mo cBoeil cTpykrype cxox ¢ junonoiaucaxapugamu (JIIIC). JITIC
NPEJICTABISIOT CO00 OCHOBHOM KOMITOHEHT KJIETOUHOM CTEHKH IpaMOTPULIATEIbHBIX
OakTepwuii, ¥ SBISCTCS MPSIMBIM MEIUATOPOM Tpoiiecca BocnaneHus [109]. B Hopme
aktuBanus JIIIC Bemer k yBenmuenuto ypoBHs DPHO-a, MJI-1, makpodarambHbix
npotrenHoB BocniasieHust MIP 1-a u aktuanuu Tosut-nmogo0HbIx perentopoB 4 (TLR4)
[110]. B pabotax M.Simonaro Obl1a BBISBICHO, YTO JepMaTaH Cyib(ar B OOJIBIIONH
crenenu, yem JIIIC, ctumynupyeT BBICBOOOXKIEHHE OKCHIA a30Ta, BBI3bIBAS TEM
CaMbIM pa3BUTHE ANOINTO3a XOHJIPOIIMTOB U BOCHAIUTENBHYIO IECTPYKLIHIO CYCTAaBOB,
BBI3BAHHOM ITUTOKMHAMH, XeMOKHHaMu u Makpodaramu [109, p.1l]. YcraHoBieHO
takke, uto ['Al" ycnuBaet BeipaboTky T-numdonutos, B-nmumdonuTos u makpodaron
(M®), uro, B CBOIO OUYEpeib, MOANECPKUBACT Pa3BUTHE BOCTAIIMTENBHOTO Ipoliecca. B
JTUTEpaType BOCTAIUTEIbHBIN MPOLIECC, CBA3AHHBINA ¢ META0OIMYECKUM HapyIIEHUEM
Ha3Baiu metaflammation [110, p.1814]. IToaTroMy, npu HETOCTATOYHOM KIMHUYECKOM
IOPOSIBJIEHUU BOCHAJICHUSI B CYCTaBaX, AaKTHBALUS BOCHAJIUTEIBHOTO Ipolecca
IPEACTABISET CYIIECTBEHHBI KOMIIOHEHT B MATOTE€HE3€ MOPaXEHUSI CYCTAaBOB IPH
MIIC. OcHOBHBIE KIIMHUYECKUE TTPOSIBICHUS IOPAKEHU KOCTHO-CYCTABHOM CUCTEMBI
npu MIIC: HuU3kMil pocT (rumocrarypa), Makpouedanus, JUIEBOH TUCMOPPU3M,
TPYAHO-TIOSICHUYHBIE  KH(O3/CKOMMO03,  THUMOIIa3usg  3y0OB,  3aMEIJICHHOE
IpOpEe3bIBAHUEM 3Y0OB, KOPOTKHE HIMPOKHUE KIIOYHIIBI, IIHPOKHE BECIO00pa3HbIE
pebpa, YKOpO4YeHHME [JIMHHBIX KOCTEH, AMCIIa3usi TOJOBKM O€IpEeHHON KOCTH,
MyJIeBUIHbIE (paTaHTH, KUCTh IO TUIY «KOTTHCTOM JIalbl», BaJbrycHas nedopmarus
HOT W coxa valga, (medopmarusi Ta30BOM KOCTH), KOHTPAKTYpPhl BO BCEX Tpymmax
cycraBoB mipu MIIC I, Il u VI, runepmMoOuiIbHOCT M pa300JITAHHOCTh CYCTaBOB MIPHU
MIIC IVA. Octeonenun npu MIIC sBasiercs pe3ynbTaTOM HENPABUIBHOIO
PEMOJICITUPOBAHNE KOCTH U IMATOJIOTUICCKOM SHIOXOHIpHaIbHOM occudurkanuu [111].
N3yueHne miacTUHKY pocTa U KOCTHOW TKaHU npu pa3Hbix TUnax MIIC y »KUBOTHBIX
BBISIBUJIO MEPBUYHYIO MOP(OTreHETUYECKYI0 aHOMAJIMIO B Pa3BUTHUH TUIACTUHKH POCTa
TaK U B CTPYKTYpe KOPTUKAILHOTO ciiost. Wilson S B cBOMX HCClIeIOBAHUSX HA MbIIIIAX
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¢ MIIC I BbeisiBUn JedexkT SHAOXOHIpHUANBHOW oOccu(HUKaluu, KaK pe3ysbTar
ocTeOoKJIacTHOM nquchyHkunu. [IpuunHoit HapyIeHus: occuuKanuu siBaseTcs 1eQeKT
OCTEOKJIAaCTOB M HMHTHUOUPOBAHME AKTUBHOCTU KOJUIareHa3bl 3a CYET HAKOIUICHUS
JepMaTaH M remnapas cyibdata. [laTonorus sHI0XOHIpUATBHON OoccUPUKALIUU TPU
MIIC umeeT mporpeccupyrommii XxapakTep, MPUBOIS K paHHed nHBauu3anuu [112].

Bosneuenne B natonornueckuil npouecc HepBHo# cucteMsl ipu MIIC sBisieTcst
OJIHUM M3 BEIYIIUX KOMIOHEHTOB. [TopaxkeHrne MoxeT ObITh, KaK IEHTPaIbLHOM, TaK U
nepudepuueckoit HepBHOU cucteMbl [113]. Bosneuenue B nponecc [THC mpu MIIC
MIPOSIBIISIIOTCS B BUJIE THApPOLIeP ATy, MOPaKEHUS KaK Ceporo, Tak U 0eJI0ro BeIecTBa
TOJIOBHOT'O MO3Ta, PacIIMPEHUs MEPUBACKYIIIPHOTO IIpocTpaHcTBa BupxoBo-PobuHa,
aTpopUUYeCKUMH H3MEHEHHS TOJIOBHOTO MO3ra, JeHKoaucTpoduei, yToNIeHueM
obonouek Mmo3ra. Bce BullllenepedncIeHHOE TMPUBOAUT K OTCTaBaHUIO B
WHTEJUICKTYaJIbHOM Pa3BUTUH, (POPMUPOBAHUIO HEBPOJOTUUYECKON CHUMMITOMATUKH U
CYAOPOKHOW TOTOBHOCTH.

OcHoBHBIM MeToAoM auarHocTuku mnopaxenus [HHC ssnserca MPT. B
3apucuMoctd oT Tuna MIIC, BoBiedueHue B matosioruueckuid mnpouecc [MHC
pasznuyarotcs. Tak, mopaxkenue 0enoro BelecTsa roJIOBHOro Mo3ra 6oJiee BoIpaKeHo
npu MIIC I, II, IIT A, III B, III D u VII tunax, B To Bpems, kak npu MIIC IV u VI ono
BeIpaykeHO ciiabee. Bece 310 cBsizaHO ¢ ycuieHHbIM HakorieHueM ['ADT HeifpoHax u
acTpolMTax, YTO NPUBOAUT K TJIUO3Y, 3aJCpXKKE MHUEIUHU3AIUUA  W/WIH
IeMUeNMHn3auy. Pacimmpenne nepuBackyasspHOro npoctpaHcTtsa BupxoBo-Pobuna
yanie Bcrpeuaetcs npu MIIC I, 11, IIT A, IIT B u V1. Pacmmnpenue xenyao4ukoB U3 BCeX
MOpaXEHUH T'OJIOBHOTO MO3ra SIBISIETCSl HauOoJiee YacTO BCTPEYAEMON MaTOoJIOTHEH.
ITpu stoMm y pereit ¢ MIIC I u Il BoipaskeHHasi BEHTPUKYJIOMETaIuUs, B TO BpeMs Kak
npu MIIC IIT A, IIT B, IIT D, IV A u VI BeHTpuKyiOMeraausi BCTpEYaeTcsi Topas3zao
pexe. IIpu nposenennn MPT mieiiHOro orzaena mo3BOHOYHUKA BBISBIISECTCS CYKEHUE
KpaHUOBEPTEOPAIBHOIO MEPEX0Ia, B CBA3HM, C YEM BO3MOXKHA KOMIPECCHUS CITUHHOTO
mo3ra. KIlMHHMKa KOMIIpECCHMM CHOMHHOTO MO3ra MpOSIBISIETCS  CHIXKEHUEM
TOJIEPAHTHOCTH K (U3HYECKOM Harpy3ke, cladoCThbl0 B BEPXHHUX U HUKHUX
koHeuHocTsAX, COAC, cnacTHYeCcKMMHM TreMHUIape3aMu W BHE3alIHOM CMEPTHIO OT
HE3HAYMTEJIPHOW TpaBMbl IIEHHOTO oTaena mo3BoHouyHuka [114]. Ilpumepno 2/3
nanuentoB ¢ MIIC II pa3BuBaroT nporpeccupymomyt Heiipogerenepanuto [115]. B
nccinenoBannu 36 manuenToB B Mramum nmo manaeiM MPT u KT rosmosHoOro mosra,
aTpodus W/ KOMMYHUKATUBHAs TUApoledanus, TunepocTo3 cBojia yepena ObutH
OTHMCAHBI TIPU TsDKENIoU hopme curapoma XaHTepa. Y BeIMUeHHAs O0blas MUCTepHa
Obuta ommcana Oospire mpu Msrkor ¢opme [116]. Cymoporu yactoe KIMHHYECKOE
npossienne npu MIIC II, mpu uccnenosanuu 77 manuertoB ¢ MIIC II Schwartz y
13% ObLIM OTMEYEHBI CYOPOTH, Yalle MpH Tsxenon Gopme 3adboneBanus [117]. YV 7
nmanueHToB (26%) ormevanachk smmiericus [117]. Ilopaxenue nepudeprueckoit
HEPBHOW CHUCTEMBbI Yallle BCEro MPEACTaBICHO B BUIE KapHajJbHOTO CHUHIpPOMA, KaK
pEe3YAbTAT CKATUsI CPEAMHHOTO WM JJOKTEBOTO HEPBOB, B 96% BcTpeuaercs npu MIIC
II (curmpome Xantepa) [118].

BosiieueHre B mMaTOJOTMYECKUI MPOLIECC 3PEHUS SIBISETCS paclpOCTPaHEHHBIM
cpeau nereit ¢ MIIC u BcTpewaercs mouTu npu Beex Tumax. [latorenes nopaxeHus
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3peHus cBA3aH ¢ HakoruieHueM ['Al' B anurennu poroBuisl. ['maykoMa v nOBBIIIEHUE
BHYTPHIJIA3HOTO JABJIEHUA CBA3aHO ¢ HakomieHueM ['Al' BHyTpu nepenHen kamepsl,
B CBSI3M C 3TUM IPOUCXOAUT CYKEHHE NEPEIHEro yria, a ICIMOHUPOBAHUE BHYTPH
TpaOeKyJISAPHBIX KJIETOK MPUBOAUT K OOCTPYKUMHU OTTOKA. OTEK 3pUTEIBLHOTO HEPBA C
nocJieytonieil ero arpouei cBsi3aH ¢ MOBBILIEHHBIM BHYTPHUTJIA3HBIM JaBICHUEM U
KOMIIPECCUEN 3pUTEIBHOrO HEPBA aKKyMyaupoBaHHbIMU ["Al" B M0O3roBoii 06oi0ukKe.
ITo pesynpTatam mpoBeaeHHOTO oOcieaoBaHue 50 MalMEHTOB C Pa3HBIMU TUIIAMHU
MIIC B BenukoOputanuu ObLIO yCTaHOBIEHO: CHUeHue 3penus y 79% MIIC 1
(I'ypnep), 44% MIIC I (I'ypnep-llleite), momytHenue poroBuuibl y 16% MIIC I
(T'ypaep), 25% MIIC I (I'ypaep-1Lleite) u 38% npu MIIC VI, arpodus 3putenbHOro -
16% MIIC I (T'ypaep), 14% MIIC VI. Ogun nanuent ¢ MIIC I (I'yprep), ogun ¢ MIIC
I (T'ypnep-1lletie), u 6 ¢ MIIC VI umenu noblieHHOE Tha3Hoe aapineHue [119].

/{MarHoCcTHKA MYKONOJIHCAXAPHUI030B

CBoeBpeMEHHAsi AMArHOCTHMKAa M Tepamnus 3HAYMTENIbHO  YBEJIMYMBAET
POJIOJKUTENIBHOCTh U KauecTBO ku3HU nerer ¢ MIIC [120]. TlpenBaputenbHbIit
muario3 MIIC MOXHO TNOCTaBUTH MO XapaKTePHBIM KIMHMUYECKUM IPU3HAKAM.
Opnako, JJs JOCTOBEPHOTO JIMAarHo3a HEOOXOAMMBI  psii  JabOpaTOPHBIX
uccnenoBanuid. IlepBeiM stanmom auarHoctuku MIIC sBnsercss omnpeneneHue
KoJu4ecTBa U KauectBa 3kckperupyeMoro I'Al. Tak y manuentoB ¢ MIIC ypoBeHb
['AT" B MOYe 3HAYUTENBHO BBIIIE, YEM Y 3J0pOBbIX, Tak kKak npu MIIC npoucxonut
aKTUBHOE HAKOIUIeHHE HeaerpaaupoBaHHbIX ['Al', 1 OoHM B OOJBIIOM KOJIMYECTBE
BBIBOJIATCSL M3 opranuzma nouykamu [121]. Yposens I'AI' B Moue BapbupyeT B
3aBUCUMOCTH OT BO3pacTa, MpPU POXKICHUU €€ YPOBEHb BBICOKHM, C BO3PACTOM OH
CHU)XaeTcs, B HOpMe y AeTeil 10 1 roga xu3Hu <42 Mr/MMoJb KpeaTUHHUH, y JTeTei
crapire 15 et <6 mr/mmoib kpeatuduH [122]. [ToaToMy Ba)XHO OIleHUBATh YPOBEHb
I'AT" cornmacno Bo3pacty [123]. OpuentupoBouno 90% I'Al"' B HOpme npeicTaBiIeHBI
XOHJIPOUTUH cyinbparom. M3BecTHo, uTo B 3aBucumocT o1 Tuna MIIC
AKCKpeTupyercs: pasziuunble Tunbsl ['Al. OnpenerneHue KoJWYECTBA M KayecTBa
skckpetupyemoro I'Al' momoraeT mnpeaBapuTENbHO MOCTaBUTH auarHo3 MIIC u
ONPENENIUTh €0 THII.

Btopsim sTanmom mnoxarBepxkaeHus nuarHo3a MIIC sBisieTcs omnpeneneHue
AKTUBHOCTHU JIM30COMAJILHBIX (DEPMEHTOB B JICMKOIMTAX WJIM B KYJIbTUBUPOBAHHBIX
¢ubpobracrax, MOJYYECHHBIX TyTeM Owoncuu Koxu. [ns muaormx tmmoB MIIC
YPOBEHb aKTUBHOCTH JIM30COMANIbHBIX (PEPMEHTOB MOXKET OBITh OMpEENICH U3 CyXOil
karmm kpoBu (DBS — dry blood spots). Merox DBS wumeer cymecTBeHHBIC
NPEUMYIIECTBa, 3aKJIIOYAIOUINECs] B JIETKOCTH 3a00pa Marepuaja, XpaHEHUU €ro U
TPAHCIIOPTUPOBKH, a TAKXE BO3MOXXHOCTH ITPOBEIECHHSI MCCIIEJOBAaHUE Cpa3y Ha
HECKOJIbKO TU30COMANBHBIX (DepMEHTOB. TpeThiM, (DUHATBLHBIM, STAIIOM JHATHOCTHUKU
MIIC sBnsercd MOJIEKYJSPHO-TEHETUYECKOE MCCIEJOBAHUE MYTAaHTHOTO I€Ha C
orpeeneHrueM tuma myrtaruu [121, p. 43].

1.1 CoBpeMeHHBIE METOAbI JIEYEHU MYKOMOJIUCAXAPUI030B

Ha nanubiii MOMEHT BO BceM Mupe ucnoibdyercs 2 metona seuenuss MIIC:
TpaHCIUIaHTalUs reMono3Tnieckux cTBoJioBbIX KieTOK (TI'CK) un matorenernueckas
dbepmentozamecturenbHas Tepanus (O3T).
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TI'CK otHOCUTENBHO ycnenmHo ucnoib3yetrcs: B Tedenue 30 jet (¢ 1980r) nns
MIIC I, ogHako, UMEET MONOKUTENbHBINA AP(EKT JUIIb PU YCIOBUHU HAayajIa Tepanuu
B paHHeM Bo3pacte, 10 2-X JeT [124]. [Ipu TI'CK UCTOYHMKOM CTBOJIOBBIX KIIETOK
CIIY’)KUT IMYyHNOBUHHAs KPOBb, SBIISIONIAsCA OOJee NOCTYNHOM, YeM KOCTHBIA MO3T.
Kpome Toro, st KJI€TOK MyMOBMHHOM KPOBHM HET HEOOXOAUMOCTH COOJIOJAEHUS
ctpororo cootBercTtBusi Mo HLA cucreme, 4To CHM)KaeT pUCK PAa3BUTHUSL PEaAKIUU
TpaHcIUlaHTaHT mnpoTuB Xxo3simHa (PTIIX) [125]. Opnako, CylmIeCTBYIOT CBOM
npo6aemsl, Tak kak TI'CK comnpsikeHa ¢ BBICOKUM PUCKOM JieTaabHOTo ucxozaa (40%)
U CIIOKHOCTAMH B 1oAOOpe noaxoasiiero noHopa [126]. Ilpu ycnemHoM npoBeneHuu
TI'CK GompabiMm MIIC I B panHue cpoku (40 2 JETHEro BO3pacTa) CpeaHss
BBDKMBaeMoOCTh coctaBwia ot 6,8 mo 20 mer [128-131, 127]. Ilpumepno 60%
nanueHtoB nocie nposenaeHus TI'CK umenu ocnoxuenus B Buge PTIIX [132]. B
teuenue nocneanux 30 get Bo BceM Mupe nposeaeHo okoso S00 TT'CK netsim ¢ MIIC
I T'ypaep [133].

[Tpumenenue TI'CK orpannueno ans nedenus apyrux tunoB MIIC [134, 135-
138]. Ha cerogus pesynstatel mo TI'CK mnpu MIIC 11 He sBastoTcs
ynosneTBoputeiabHbiME [139]. Tem He MeHee, ONTHUMUCTHYECKUE JaHHbBIC ObLIH
onmyOnukoBaHbl npu ucrnonb3zoBaHun TI'CK B panHem Bo3pacTe Ha OrpaHHYEHHOM
KOJIMYECTBE MalueHToB. BeokuBaemocth B TeueHue 1 roma nocne TI'CK cocraBuna
100%, B Teuenue 3 net B 77%, B TeueHue 5 et 66,7% [140,131, p. 11]. Bmecte ¢ Tem,
JNAHHBIA BHUJ TEpanmuu HE pekoMmeHayetrcs npoBoauTh aetsm ¢ MIIC II, B Bumy
HEJ0CTaTOUYHON 3(PPEKTUBHOCTH HA MATOJIOTHYECKUE MPOIIECCHl HEPBHOW CUCTEMBI U
BBICOKOT'O prcKa JieTaibHOCTH [141]. TpancmianTanus koctHoro mosra npu MIIC VI
paccMaTpuBaiach Kak albTEpHATUBHBIM TN JieueHus. OnHako, ¢ noseiaenuem O3T,
JAHHBIN THUII JICYEHHUS yIIIeJ Ha BTOPO 11aH, Tak Kak y nereit npu MIIC VI He umeercs
3aIEpPKKU TICUXWYECKOTO Pa3BUTHUA, a MOPAKEHUE IPYIrUX OPraHOB U CHCTEM
noanaercss @3T. Beicokuii puck CMEPTHOCTHU MOCIIE€ TPAHCIUIAHTAI[MM KOCTHOTO MO3Ta,
PE3KO OrpaHUYMBACT MPUTOAHOCTh JaHHOTO BUaa Tepanuu [142].

He nocrturaercs nonoxkurensubiii 3gdexkr ot TI'CK npu nedennn npuszHakoB
NOpaKEHUsST HEpBHOW cuctembl nipu apyrux tumnax MIIC. BeposaTrHo, 3TO CBsSI3aHO C
TeM, uTo Apyrue tunsl MIIC nuarnoctupyrorces nosxe 2-x seruero Bozpacta u, TI'CK,
NPOBEJICHHOE B TMO3JHUE CPOKM HE JAET XOPOLIUX pe3ynbTaToB. OCOOEHHO 3TO
kacaetrcs gered ¢ MIIC III, y KoTopeIX coMaTUYeCKue U3MEHEHUS MUHUMAJbHBI U
MarHo3 YCTAHABIMBAETCS IoOciie 3-X JIETHEro BO3pPAcTa, KOrJa pPEalbHO MOXKHO
BBISIBUTH KOTHUTUBHBIE HapymieHus y pedenka [143]. dus MIIC IV u VI tunos ¢
HOPMAaJIbHBIM MEHTAJbHBIM Pa3BUTHEM, BCTA€T BOIPOC O HEOOXOJUMOCTH BBIOOpA
TI'CK, Tak Kak pUCKH, CONpPsDKEHHBbIE ¢ JaHHOU marojnorueil, Beicokue. TI'CK mpu
cuHpoMe MOpKHO OKa3bIBaeT HEKOTOPOE KIMHUYECKOE YIIydllIeHHe, HO HET 3P deKTa
MIPU MOPAKEHUAX KOCTHO-CYCTaBHOM CUCTEMBI. Y UUTHIBAs €III€ U OTPAHUYEHHBII ONBIT
nauroi Tepanuu, TI'CK ipu MIIC IV He pexomenmyetcs [144].

B nocnegnee necstunerune pazpadborana ®3T gms MIIC I, 11, IV A u VI tumnos.
@®3T nocrynna manmentam B CIIIA, EBpone u 6omee 40 npyrux crpaHax mupa. ITo
Tepanus N03BOJSET YMEHBUIUTH MIPOrPECCUI0 COMATUYECKOTO MOPAKEHHUS, TATOJIOTHIO
npixarenbHor cuctemsbl, npuctynsl COAC, cHmxkaeT ypoBeHb 3Kckpeuuu ['Al,
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cienoBaTenbHO, X HakorieHue. Oqnako, @3T He UMeeT MOJIOKUTENBHOTO BIUSHUS
Ha  nopaxenue [HHC, mnockonbky  mpemapaT  HE  OPOXOAUT  4Yepe3
remaTosHuedanmutnyeckuit 0aprep (I'9b). Tak xe MmeHee 3ameTeH 3P(EeKT B opraHax
c OenHON Backyispu3zanued (XpycTaluK, KOCTHO-CYCTaBHas CHCTEMa, KIIallaHHbBIN
anmapat cepauna). Pannee Hayano ®3T MOXKET MPUOCTAHOBUTH, B JIYUIIEM Clydae
CTaOMJIM3UPOBATh MATOJOTUYECKHI MPOIIeCC B BBIICYKa3aHHBIX cTamusax [145-153].
MexaHu3m JACUCTBUS CUHTE3UPOBAHHOTO (DepMEHTa CBs3aH C TEM, UYTO OCTATKU
MaHH030-6-(ocdaTa Ha KOHIIAX MOCIETHEr0, B3aUMOJICHCTBYSI ¢ MaHHO030-6-pocdat
MEMOpaHHBIM PEIENTOPOM, TPOHUKAET BHYTPh JIM30COM U MPUBOJUT K KaTabOIU3MY
Hakonumuxcs 3aeck Al [154,155,156].

[Tomumo ocHoBHBIX BUI0B Tepanuu (O3T u TI'CK) ecTb MOI0XKUTENBHBIN OIBIT
IPOBEACHUS CHUMITOMATHYECKOM Tepamuu, ¢ IeJbl0 KOpPpeKIuu (HYHKIUN
JBIXaTEIbHOM, CePACYHO-COCYAMCTOM, KOCTHO-CYCTaBHOW M HepBHOU cucteM [157].
MenukaMeHTO3Has Teparusi B BUJIE MPENapaToB, MOIISPKUBAOIINX (YHKIIHIO CEpaLa
(MHTHOUTOPBI aHTMOTCH3MH TnpeBpamatoniero ¢epmenta (AIID), auyperukn),
aHTUOaKTepualibHas Tepanmus B OoppOe C YacThIMM HMHQPEKIUSIMU BEPXHUX
JBIXaTebHBIX MyTeH. TakKe MPOBOIUTCS XUPYPrudeckas KOPPEKIus MOPaKeHHBIX
KJIAaaHOB Cep/la, TEePHUOIIACTUKA, aJE€HO- M TOH3UJUIODKTOMHUS, YCTPaHEHUE
KapnajibHOTO  CHUHApPOMA,  JIEKOMIIPECCUs  KPAaHHOBEPTEOPAJbHOTO  KaHala,
BEHTPUKYJIONIEPUTOHEATFHOE IIIYHTUPOBAHUE W OPTOIEIUYECKUE MPOICAYPhl s
KOPPEKIIUM KOCTHO-CYCTaBHBIX JepekToB. I3BECTHBI yCHEINIHbIE ONEpaTHUBHBIC
3aMEHbl MUTPaAJIbLHOTO U aopTaibHOro kianadoB npu MIIC I, II, III. Beuto npoBeaeHo
KOPOHAPHOE LIYHTUPOBAaHUE 56 JETHEMY MY>XYHMHE C MEIJIEHHOIPOTPECCUPYIOLIEH
dopmoit MIIC 1. VYcrpaHeHwe KoapKTallMM aopThl IIOCJE TPaHCIUIAHTAIUU
reMOIIOATHYEKCUX CTBOJIOBBIX KJIETOK ObLIO MpoBeeHo 3 netHemy pedenka ¢ MIIC 1.
[larueHTHl ISl IPOBEJCHUSI ONEPATUBHON KOPPEKIMH OTOMPAIOTCS TIIATEIhHO, B
3aBUCUMOCTH OT OOIIETr0 COCTOSHUS M (YHKIMU JbixaTenbHOM cucteMbl [158]. C
IEIbI0 YIIy4llleHus (YHKIIMU KOCTHO-CYCTaBHOM cucTeMbl HeoOxoaumbl JIOK u
¢usmorepanus. B 60oprOe ¢ CHHAPOMOM OOCTPYKTHUBHOI'O alTHO? CHA HCIIOJB3YIOT
METO/I CO3/IaHMs IOCTOSTHHOT'O MOJIOXKUTEIbHOTO fAaBiieHus (CPAP) Bo BpeMsi HOUHOTO
cHa. [159, 126, p.51]. IlepcekTHBHO CO3AaHKE MYJIbTHANCIUILIMHAPHON IPYIIIIBI 15
BeneHus u euenus aereri ¢ MIIC. B cocTaB qaHHOM Tpyniibl HEOOXOAUMO BKIIFOYATH:
MeIUaTPOB, TCHETUKOB, HEBPOJIOTOB, HEUPOXUPYPrOB, MYJIHBMOHOJIOIOB, KAPIUOJIOTOB,
KapIuoxupypros, oproneno, JIOP Bpaueil, racTpO3HTEpOJIOrOB, aJIeproJioros,
PEaHUMATOJIOTOB, AHECTE3UOJIOOB, IICHXOJOr0OB, CYPAOJIOrOB, JIOTONEIOB H
¢usunorepaneston [160,161].

depMeHTO3aMeCTUTEIbHAS Tepanus 00JbHBIX MYKOIIOJIHCAXAPHUTI030M.

®3T mpu MIIC I nmpoBogutcs mpemapatom JlapoHumaza - peKOMOWHAHTHAS
yenoBedeckas a-L-uayponumnasza (Genzyme Corporation, Cambridge, MA & BioMarin
Pharmaceutical, Inc., Novato, CA, USA). IlepBblii mpenapaT, yTBEpKIACHHBIA s
nedenust 3aboneBannit MIIC I, toproBoe Ha3zBamme Anbaypasum [126, p.52].
Jlaponunaza Obuta ogoOpeHna s tepanuu nanumentos ¢ MIIC I FDA B CIIA B 2003
rony, EMEA B EBpone B 2003 roay, B bpazunuu B 2005 rony ANVISA. Pe3ynbTaThl
psAla KIMHUYECKUX HWCCIEIOBAaHUM IMOKa3alyd MOJIOKUTEIbHbIN 3(PGdeKT TaHHOTrOo
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npenapata Ha KIMHUYeckoe TeueHue 3aOonieBanus [120, p.15]. IlpoBenenunie 4
KIIMHUYECKUX HMCCJIEJ0BaHUsl C MallMeHTaMu pa3HbiX (eHoTunoB B Bo3pacte 0,8-43
roja ouneHuBaiu 3(P(EKTUBHOCTH Ipemapara mno pesyiaprataM OMTX, (yHkuuu
BHEIIIHETO JIbIXaHUs B BUJIe yBelnueHus nokasarens FVC no naHHbeIM cniuporpaduu,
YMEHBIIECHHS pa3MepoOB MEYEHU U ypoBHA dKckpenuu ['Al' B Mmoue. Ha ocHoBaHuu
BBIIIIEYKA3aHHBIX UCCIIEAOBAHUM OblIa BRISIBJICHA ONTUMANIHHAS TEPANIEBTUUYECKAS 1032
npenapata 0,58 wmr/kr (100 En/kr/mem) [126, p.52]. Pe3ynbraThl HcclienoBaHUN
MOKa3adu MOJOXKUTENbHBIM 3P (eKT Tepanuu HauuHas ¢ 26 HENeNu - yBEIUMYCHUE
muctanunn 6MTX nHa 38,1 M B rpynne, nonydatomieid @3T B cpaBHEHHH C TPyNION
mwiane6o [146, p. 39; 147, p. 585]. Uro ObUIO MOATBEPXKACHO M B HCCIICIOBAHHIX
Clarke LA c coaBr. npu omenke 3h(GEKTHBHOCTH JTapOHHUIA3BI Y 45 MalMEHTOB B
BO3pacte 6-43 net, oTMeuvanoch yBenuuenue aucranuuu 6MTX na 31.7 £ 10.2 m B
nepseie 2 roga tepanuu y 78% (31/40) martuentos, Toraa kak y 22% (9/40) narueHToB
0TMEYaJIOCh YMEHBIIICHHE AUCTaHIuu [162].

Ha ¢done Tepanuu napoHuia3oit cpeiHuii pazmep rneueHu ymeHslnwmics Ha 18,9%
B rpynme Ha ®3T u yBenuumiics Ha 1,3% B rpynne minane6o [146,147]. Uto uneHTHYHO
3akmoueHreM oreHku dpdextuBHoct 3T B Teuenue 52 Henmenb ¢ ydactuem 10
naneHToB (5-22 roma), rae o0ObEM IMEUEHH YMEHBIIWJCA B cpeaHeMm Ha 25%
(p<0,0001), o6bema cenezenku Ha 20% (p<0,0001) [146,147]. B paborax Roberto
Giugliani ¢ coaBT, TaK)kKe OTMEUAIOCh COKpAIIICHHE Pa3MepoB meueHu Ha 69,5% [120].
Pa3Mepnl cene3eHKH YMEHBIITWINCH Y BCEX MAIMEHTOB, y 3 TMOKa3aTeIUu TMOJHOCTHIO
HOpMaJIn30BajIuCh [163].

Onuaum u3 rpo3Hsix kinHuYeckux nposisieHuit MIIC sBisiercs COAC, u onieHka
BIMSHUS Tepanuu Ha 4acToTy U TsxkecTh COAC sBisieTcs BaXXHBIM KOMIIOHEHTOM B
mouutopunre gereit ¢ MIIC. ITlo naHHBIM MYJIBTHIIEHTPOBOTO KIMHUYECKOTO
UCCIIeIOBaHUsA, 4depe3 26 HeJ Tepanuu TojJucoMHorpadueit ObUIO YCTaHOBIIEHO
camwkenne AT Ha 3,6 snu300B/4ac B TpymIe MOJydarolled Tepanuio, B TO Bpems
KaK B rpyiire miarne6o osi10 yBenudenue AL na 0,3 snu3ona B yac. YMEHbIINIACH
gacrota 3nu3040B COAC ot 155 no 60 3a Hous [146, p.585; 147, p.42]. PaBHo Kak u
B Habmonenusx Roberto Giugliani ¢ coaBT, cocTosiHUE CHA CTaOUIM3UPOBAIOCH WU
ynyumuioch y 67%, UAT ymensimiics Ha 5,8 snu3o108B B yac [120, p.597]. Onnaxo,
OTpUIIATEIbHBIE pe3yiabTaThl ObUIM B pabortax Sardon et al. m Thomas et al. y
nanueHToB ¢ Tsokenoi popmoit MIIC I, HaxonuBImecs Ha Tepanuy B TE€YCHUE 3 JIET,
OTCYTCBOBAJIO COMATHYECKOE VIYYIICHHS H MpOrpeccupoBaja OOCTPpYKTHBHAs
KapTHHA PECIIMPATOPHBIX HapymeHui [164,165].

[To pmamueiM J.Wraith Ha ¢one ®3T oTMeYaloChb YMEPEHHOE YIIYYIIICHHE
dopcupoBanHoii xxu3HeHHOH éMKocTH Jerkux (FVC - forced vital capacity) B Bune ero
yBenuueHuss Ha 11,5%, B To BpeMsa Kak B rpynmne Ianedo JaHHBbIA I[MOKa3aTellb
cHu3wics. Pa3Huila naHHbIX Mexay rpynnoi, nonydaromeid @3T u KOHTpoOJIbHOU
coctaBuna 5,6% wu Oblna craTuctudecku aoctoBepHo. Ynyumienne FVC nHa 11%
SIBIIICTCSL KJIMHHYECKH 3Ha4MMbiM [146, p.586]. B To e Bpems mo HaOIIOACHHIM
Clarke LA et.al, npoBeneHHBIX B TeueHHE 3,5 JeT, HA (OHE Tepalmuu OTMEYAJIOCh
ymenbinenne FVC na 0,78% [162, p. 1]. JlaHHBIE PETPOCTIEKTUBHOTO MCCIICTOBAHUS
npixaresnbHor cucteMbl 17 manuentoB ¢ MIIC I, II, III, IV u VI, npoBeneHHbie B
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ABctpanuu, nokazann, yro P3T He yMEHBIIWI CIIy4aeB MAaTOJIOTHMHU JbIXaTEJIbHOU
CUCTEMBI NPU MPOBEACHUN UHTYOAIlMHU € MOCIeAyIoUel aHecte3reit B nepuoa ¢ 1998
mo 2011 romamu [166].

duznyeckoe pa3BUTUE B BUJIE TPUOABKYU B JIJIMHE M MaccCe TeJa, IBJSETCS OJHUM
U3 KIIOYEBBIX MOMEHTOB aHaiu3a 3(QexkTuBHOCTU Tepanuu. B wuccnemnoBaHusx
J.E.Wraith ¢ coaBT. umeno mecto 3HauutenbHoe BiusHMe P33T Ha Puznyeckoe
pa3BUTHE B BUJE YBEJIUYECHHS pPOCTa MALMEHTOB B MpemyOepTaHOM Bo3pacTte Ha 2,8-
5,17 cm B roa (p<0,001). Bec npubaBuics y Bcex MalMEHTOB B CpeAHEM Ha 3,2KT.
[IpuGaBka B Bece ObLIa BBIIIE y MAIIMEHTOB B IPENyOepTaTHOM BO3pACTe, U COCTABUIIA
B cpenaneM 4,2kr [146, p.583; 147, p.42]. Uto 6buI0 MOATBEPKACHO B HAOIIOJACHUSIX
Roberto Giugliani ¢ coaBT, Ha 52 Hej Tepanuu OTMeuajach NnpubaBKa B pocTe B
cpeaneM Ha 85% u Macce B cpeanem Ha 131% [120, p. 595]. TTonoxkuTteabHOE BIUSHIE
Ha pu3znyeckoe pa3BuTue ObUI0 yecTaHoBieHo U M Sifuentes ¢ coaBt. B cpennem poct
NAlMEHTOB YBEJIMYMWICS OT UCXOJAHBIX JaHHBIX 139+19cm 1o 159+3cMm u mpopokan
YBEJIMUMBATHCS Y MAIlMEHTOB B MpemnyOepTaTHoM Bo3pacte. Uepes 6 et npuma O3T
cpenHss npubaBka B pocte cocTaBmwia 33cM. Bec B cpeaHeM Tak ke yBeIMUMIICS Ha
70%, ot HayanbHOTrO 40+15kT 10 62+10 KT [163, p.174].

[Topaxenue CCC saBnsieTcss oqHUM U3 Benymux nposisiennid MIIC Bcex BUIIOB,
ABJISSICH TUAMPYIOIEH MPUUUHOMN NeTanbHoro ucxoaa. Orcyrcreue apdexra O3T Ha
KJIANIaHHBIN anmapar cep/ilia 10Ka3aHo BO MHOTHX KIMHUYECKUX ucciegoBaHusx (E.A.
Braunlin ¢ coast., M Sifuentes ¢ cot) [167,168], y manueHTOB Ha (hOHE JIUCHUS B
TEUYEeHHE 6 JIeT, MPOrpeccupoBaia perypruTaius Ha MUTpajdbHOM Kianane B 60%, Ha
aoptanbHOM Kianane B 80% [163 p. 174]. B nabmtonenusx M.M. Brands ¢ coasr, y 24
narnrenToB ¢ MIIC I, mony4yaBmux tepanuio B cpegneM 2 roja (0,9-61er), oTMedyanoch
nporpeccupoBaHue JAUCPYHKIMU KJIAMaHOB B BHUJE YBEIWYEHUS CTEIEHU
peryprutauuud 'y 60%, crabunmzanuu y 25% u ynyumienus GQyHKIHH KJIamaHHOTO
anmapara y 15% [168, p. 232]. HecmoTpsi Ha OTCYTCTBUE SBHOT'O MOJOKUTEIBHOTO
a¢ddekra Tepanuu Ha KJIalaHHBIN aImapar cepilia, B HEKOTOPhIX paboTax OTMEYEHO
MOJIOKUTENIbHOE BIUSHUE Ha TEOMETPUI0O MHOKapaa JEeBOro Keilyaouka. B
HaOmonenusx Wraith JE 3a manueraTamu ¢ MIIC 1, B Bo3pacte mutaamie 5 et Ha oHe
npueMa JIApOHMJIa3bl OTMEYAJIOCh YMEHbIICHHE TrunepTpoduu Muokapaa ot 52,6%
(10/19) mauuentoB 1o 16,7% (3/18) mauuentos [169]. YMmensiienne runeprpoduu B
100%, Obu10 onMcano B MajieHbKOM KoropTe u3 5 cimydaeB ¢ MIIC 1, ko momyqan @3T
B TeueHue 7 net. OaHako, Kak paHee ObUIO YIOMSHYTO Yy JAaHHBIX JIeTEH yTOJIIEHNE
CTBOPOK MUTPAJIBHOTO U a0PTAIBHOTO KJIAMAHOB OCTABAIOCH MPEKHUM, OTMEYAIIOCH
MIPOrPECCUPOBAHUE HEJOCTATOUYHOCTU KJIAMAHHOTO ammapara HECMOTPS Ha TEparuio
[167, p.762]. TlonoxxuTenbHas AWHAMHKE B BHJIC YMCHBIICHHUE Truneprpodun
MHUOKapAa Tak ke Oblma oTMedueHa B Habmomenusx Roberto Giugliani ¢ coasr,
KOJMYECTBO MAIMEHTOB C TUTIEPTPOdHEH IEBOTO JKeMyI09Ka YMEHbIUIach oT 53% 10
17% wua 52 menene @3T [120, p. 595].

N3BectHO, uTo @3T HE UMENO0 3HAYMMOTO MOJIOKUTENBHOTO 3(pdeKTa Ha TKAHU C
OemHOM BacKymsipu3anuel, K KOTOPhIM MIOMHUMO KJIAMIAHHOTO ammapaTa cep/ia Tak ke
oTHOcHTCS U T71a3a. [1o nanueiM HaOmoaeHuit J.E. Wraith ¢ coaBT. otcyTcTByeT adhpekt
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Tepanuu Ha 3peHue. Mexay TeM, CyObEKTUBHO Y HEKOTOPHIX MAIUEHTOB OTMEYAIOCh
cHkeHue GpotohoOnH, KIMHUKN KOHBIOKTUBUTA M YIIYYIIWIOCh 3penue [ 146, p.587].

Henocrarouno unpopmanuu o BiaussHuM O3T Ha KOCTHO-CYCTaBHYIO CHUCTEMY
npu MIIC. EcTe naHHbIE O TOM, YTO HMMEIOLIASCA MATOJOTUSA KOCTHO-CYCTaBHOM
cucTeMbl He perpeccupyeT Ha ¢one Tepanuu. [Ipm HabGmogeHun 3a QyHKIUEH
cycraBoB B III (aze xkIMHMYECKUX HCCIETOBAHUNA OTCYTCTBOBAI IMOJOKHUTEIbHBIN
s¢dexT oT Tepanuu npu OuEHKM (PyHKUMH IuiedeBoro cycraBa [170]. Opnaxo,
CTaTUCTHUYECKH 3HAYMMOE YIIy4YIEHHE B IUIEYEBOM CyCTaBe OBUIO OTMEUYEHO, B
uccinenoBannu Clarke LA ¢ coaBt, M Sifuentes ¢ coaBt., A. Tylki-Szymanska ¢ coapT.
- Cpe/lHee IMacCHBHOE Cru0aHue IUIEYEBOIO CyCcTaBa YIYYIIMJIOCH 3HAYUMO OT
ucxoaHbIX AaHHbIX (p=0,013) [171].

Bnusinue @3T na JIOP oprausl y nanrentoB ¢ MIIC 6bua onienena B paborax
Ana Paula Fiuza Funicello Dualibi et.al (2016). Pe3ynbraThl HaOmt01€HUI TTOKa3aJIH
YMEHBIICHHE YacTOThl kanod co croponbl JIOP opraHoB, 3HaUUTENbHOE CHUXKEHUE
PUHOpPEH, YacTOThl PEUMIAMBUPYIONIECH WH(EKIMM BEPXHUX JbIXaTEIbHBIX IyTEH,
yIIy4IlIEeHuE HOCOBOTO JIbIXaHUsI, YMEHBIIIEHHUE Xparna. BeposiTHee BCEro yMEHbIIIEHUE
HakoryieHuss AT B cpelHeM yXe M BEpPXHUX JbIXAaTENbHBIX MYTAX, YIydllaeT
Ha3IbHBIM OTTOK M yMEHBIIAET OTEK B E€BCTaXMEBOW TpyOe 4YacTOThl WHOEKIU
BepxHUX AbixaTenabHbIX nyTeil, COAC 1 puHOpEU MoYTH y BceX nanueHToB. OIHAKO,
OTCYTCTBOBAJIO H3MEHEHHE B pa3Mepax s3blka (MaKpOIJIOCCHS COXpaHsach) U
runepTpodupoBaHHbix MuHAanuH [172,173]. Ha naHHBIE MOMEHT HET JOCTAaTOYHO
JTAHHBIX O BIUSHUY T€PANlUU Ha pa3Mepbl MUHJIAJINH U aJIeHONI0B Y nanueHToB ¢ MIIC
I.  HekoropbiMu aBTOpamMu  ONHUCaHbl  TNOBTOPHBIE  AJCHOUJIPKTOMUU U
TOH3WJJIODKTOMUHU Y TAIMEHTOB, MOJYYaBIIUX TEPAIHI0, YTO CBUJIETEILCTBYET 00
orcyrcTBuM 3¢ (deKkTa Tepalud Ha pa3Mepbl aJeHOMI0B M MuUHAanuH [164, p.61].
OtMeuaercs ynydlieHue ciyxa mo ganabeiM Sardonet et.al., Ho mociie TI'CK [174]. B
paborax Schachern P.A. y 100% narueHTOB 0TMEYAJIOCh CHIKEHHE CIyXa pa3InyHOM
crenieHu. CHIDKEHHUE cllyXa mporpeccupyer Ha GoHE TEparuu, YTO BEPOSITHO CBSI3aHO
C HEBO3MOXKHOCTHIO TipoxokacHus 3T uepes DB [175].

Teparnus mnamuentoB ¢ MIIC II mpoBomutTcs ¢depMeHTO3aMECTUTEIBHBIM
npenapatom MUnypcynbdasa. 1o pekoMOMHaHTHAST PopMa 4eTOBEYECKOTO UAYypOHAT-
2-cynb(aTtaszbl, ctana komMmepuecku noctynHa ¢ 2006roga (Shire Human Genetic
Therapies, Inc., Cambridge, MA, USA) ¢ ToproBeiM Ha3BaHHEM Djamnpasa. Tepamus
os1a omobpena B CIHIA FDA B 2006 romy, B EBpone EMEA ¢ suBaps 2007, B
bpasumuun ANVISA B 2008 [120, p. 595]. PesynpTaThl paHIOMU3HPOBAHHOTO
KIIMHUYECKOTO HCCIe0BaHUS 96 TAIMEHTOB BBISSBUIIN TOJOKUTEIBHBIN PGHEKT B
BUJIC YBEJIMYCHHE BHIHOCIMBOCTU K (DM3UYECKON HArpy3Ke, OTMEYaIOCh YAJIMHEHUE
muctanun 6MTX [126, p.54; 120, p.596; 176,177], ymeHbIIaNKCh pa3Mephl TICYCHH
1 cene3eHKH cooTBeTcTBeHHO Ha 20% u 25% oT ucXomHbIX JaHHBIX [126, p.54; 120,
p.596]. B paGorax Rosella Tomanin ¢ coaBT. OTMEUYEHO YMEHBIIICHHE pPa3MEpPOB
MEYeHW, OJHAKO HE OBLJIO 3HAYMMOTO COKpalieHuss B pa3Mepax cene3eHku. [lo
pe3yJibTaTaM MCCIEN0BaHUS, MPOBEICHHOTO B bputannu Ha 12 m 24 mec Tepamnuu,
TaKKe HE BBISBJICHO COKpAICHHS pa3MEpOB TICUeHU U cele3eHku [178].
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Onenka nprxarenbHOM cucteMbl 3atpyaHeHa npu MIIC 11, Tak kak mokasareinb
FVC, MoxHO 3aMepuTh JULIb NpU MATKOW (popMe M y NAUMEHTOB C HOPMaJbHBIM
MEHTaJIbHBIM pa3ButTueM [178, p. 213; 179]. lanusie da3wl I/II aBoitHOTO cienoro,
PaHAOMH3UPOBAHHOIO KJIMHUYECKOTO HCCIIEOBAaHUS, YCTAaHOBWIM YBEJIHYEHUE
ypoBHss FVC na ¢one tepamum [126, p. 54; 120. p. 596]. B mnpomomxeHuu
uccnenoBanusi, no pesyiabraram II/III ¢a3sl 1BOWHOrO CJIENOro HUCCIEIOBAHUE
unypcyibdaszpl, 0but0 BbIsiBIeHO yBenuueHue FVC na 3,45+1,77% oOT UCXOIHBIX
naHHbBIX [176, p. 467]. B Habmronenusx S. Stanojevic, adbcomothbiii FVC yBenuumics
Ha 0,22+0,051 ot ucxoanoro 1,19+0,101 B cpaBHeHuu ¢ yBennuenuem Ha 0,06+0,03 i
or ucxogHoro 1,09+0,09n1 B rpynne miane6o (p=0,0011). Ilokazarenrs FVC
nponomkan yBenuuuBatbes nanee Ha 0,44 +0,10 n. Ilo naHHBIM pe3yJIbTATOB
Habmonennit Christina Lampe ¢ coast, Ha ¢one D3T y mamuentoB ¢ MIIC 11
YMEHBIIUIIACh YacToTa pecnupatopHbix nHdpekiuit B 100% [180]. I1pu uccienoBanuu
s dexTuBHOCTH UaYpCynbdhasbl B Anonun y nauueHtoB ¢ msirkoi ¢popmoit MIIC 11,
cpeanuit FVC 6bu1 39,9+6,6%, yBenuuniics Ha 3,8+2,8% Ha (one 12 Mec Tepanuu
[181]. B nabmogenusnx J. Muenzer Tak ke MMEIIO MECTO IOJOKHTEIbHAS JUHAMUKA
Ha pecUpaToOpHyIo cucteMy, B Buje yeenmuenus FVC (p = 0.065) [176, p.469].

PesynbpraTel ¢assl I/11 gBoitHOTO ciienoro, paHAOMU3UPOBAHHOTO KIMHUYECKOTO
UCCJIEIOBaHUS YCTAHOBUWIIM CHUKEHHE YpoBeHs akckperuu ['Al' B moue [126, p. 53;
120, p.596]. B pa6otax Rosella Tomanin ¢ coaBTt B uccnenoBanusix 27 nereit ¢ MIIC
II, monyyaBmIMX Tepanuio B TeyeHUe 3,5 JeT OTMeuasaach MOJIOKUTEIbHAS TUHAMHUKA
Ha CHIKEHUM ypoBHs 3kckpeuuu ['Al' B moue B cpennem Ha 25,4 % (MUHHMAaIbHO
5,7% wmakcumanbHo 79,2%) p=0,0002 [182]. B nabmogenusix C.Lampe c¢ coaBr.
ypoBeHb 3kckpennu ['Al" B Moue yMEHBIIUIICS 110 CPABHEHUIO C UCXOHBIMU IAHHBIMU
y 91% c ymenbumiennem ot 22%-97%. OpHako, y 2 MallMEHTOB OTCYTCTBOBajla
MOJIOKUTENbHAS TUHAMUKA. Y OJHOTO M3 HUX ObLIa peakiiys, CBA3aHHas ¢ HH(Y3Ue,
OJIHAKO aHTHUTEeNa He ObuIM OOHApy>KeHbl. B TO BpeMs Kak y BTOpOro marueHTa ObLIu
MIOJIOXKUTEILHBIC aHTHTENIA K UIYPCYJb(ase, HO peakiuu BOBpeMs HHPY3UH HE ObLIO
[180, p.825].

[lo pesynbraTtam ucciemaoBanuii, mpoBeneHHbIX Schulze-Frenking G. c¢ coasr,
orneHuBaiucsa dddekr Tepanuu Ha ¢GU3HMYECKOe pa3BuTHE neTel. IlanueHTs B
KoiudecTBe 18, B Bo3pacte or 6 jet 10 19 ser, ObLIM MOJEICHBI Ha 2 BO3PACTHBIN
rpynnbl muaame 10 ner m crapuie 10 ner. M3BectHo, uto manuentsl ¢ MIIC 11
3a4acTyl0 NMPUOABISIIOT B POCTE HOPMAJIBHO A0 8 JIETHEr0 BO3pacTa € MOCIEAYIONIEH
peskoii 3aaepxkoii. Ha gone Tepanuu B TedueHue 3 JieT B IEPBOI rpyIine oTMedanach
npubaBka B pocte B cpeaHeM Ha 14,6cm+5,5¢cm. B To BpeMst kak BO BTOpOH Tpymiie
npubaBKa B pocTe ObliIa MEHBIIIE U B cpeaHeM coctaBmia 8,1+1,7cm. MoxHO caenarthb
BBIBOJ], UTO MAalMEHThI, HAYaBIIME MOJy4YaTh MpenapaTt B Bo3pacte A0 10 et umenu
nyumnyro npudaBky B pocte [183]. [lomoxuTenpHas TMHaMHUKa Ha POCT TaK ke ObL1a
orMmeueHa B paborax Wyatt K [178, p.36]. B mabmogenusx R.Tomanin ¢ coaBT. mpu
OLIEHKE POCTa B JIBYX Ipynmnax B BO3pacTe MiIaJIe 5 JIET U cTapuie 5 JeT, HO MJIale
12 ner, monoxuTtenpbHas IMHAMUKA OTMeUalliach B IEpBOM rpymne (z-score = 0), B TO
BpeMsl Kak B IPYIIIE CTapLIEro BO3pacTa JaHHbIE Z-SCOre = - 3,5, 4yTO TOBOPUT 00
oTpuiareabHol quHamuke [182, p.8].
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B pa6orax R.Tomanin ¢ coaBT, 0OTMEUEH MOJOKUTENBHBIA 3()PEKT Tepanuu Ha
JIOP opransl B BUJIe yhayulleHusa ciyxa Ha 58,3% npu Tsxenoit popme u Ha 33,3%
IIPU JIETKOM; yMEHbIIEHUs TUNepTpopuu aieHoua0B Ha 75% mipu Tsxenoit u 20% npu
nerkoi Qgopme. Takke OBLUIO YCTAaHOBJIECHO YMEHBIIIEHHE MATOJOTUM B KJIAaHHOM
anmapate cepana Ha 57% npu Tsokenoi, u Ha 86% npu nerkoi dopme [182, p.8]. B
paborax Wyatt K ¢ coaBt. u Brands M.M. ¢ coaBT. ObUI0 YCTaHOBJIEHO OTCYTCTBHE
MPOrpecCUpOBaHUs MOpaKE€HUsl KiamaHHoro ammapata. Opnako, getu ¢ MIIC,
y4yacTBYIOIIME B JAaHHOM HcciaenoBaHuu, nomumo @O3T, mnonywanu Takxke
CUMIITOMATHYECKYI0 KapAHOJOTUYECKYIO TEPANHUIO, YTO MOXKET UCKaXaTh peaIbHYIO
kaptuny 3¢dexra O3T Ha cepaue [178, p. 212; 179, p. 232]. Crabumuzanus
NaTOJIOTUYECKOI0 Ipoliecca B kianaHax B 86% Obuia onncana B padbotax C.Lampe ¢
COaBT. ABTOpaMH OTMEUYEHO, YTO MPU TAaKOM MPOrpecCHUpyIolIeM 3a00JIeBaHUH, Kak
MIIC, crabunuzanus mnpolecca paccMaTpUBAeTCs KaK MOJOKUTEIbHBIM pe3ysbTat
[180, p.827]. Yuenbie u3 SInoHuM Takke OTMEYAIH OTCYTCTBUE MPOTPECCUPOBAHMS
narosiormueckoro npoiecca B 50% [181, p. 19].

Tepanus He UMeEeT NOJOXKUTENbHBIN 3P HEKT MPU MOPaKEHUH KOCTHO-CYCTaBHOM
cucrembl U [IHC [182, p.16]. Pe3ynbraThl MYJIBTHUIECHTPOBOIO HCCICIOBAHMS,
npoBeeHHOro Manara R ¢ coaBt, ycraHoBwin otrcyTcTBUE 3(PdeKTa Tepanuu Ha
COCTOSIHUE KOCTEH ueperna u Mo3roBbie 000si0uku Mo3ra [116, p.267]. B nabmtoaeHnn
3a 36 namuentamu ¢ MIIC II B8 Utanuu, mo nanaeiM MPT ronoBsl ¥ 103BOHOYHHKA,
naroyiorust He mporpeccuposaia [116, p.270]. Uro ObuTIo MOABEPKIACHO U B paboTax
C.Lampe c¢ coaBT. rje oTmeuanach CTaOWIM3allMs MATOJIOTHYECKOTO IMpoliecca B
KocTHOU cucteme y 86% manuentoB [180, p.826]. CormacHo pe3ysibraTam
HaOmonenuii Wyatt K. ¢ coaBT. u Brands M.M. c¢ coaBT. Ha ¢oHe Tepanuu
OTCYTCTBOBAJO  IPOrPECCHUPOBAHME  TYTOMOJBMKHOCTH  CYCTaBOB  BEPXHHX
KOHEYHOCTEH, HANpPOTUB O0BEM JBMKEHUNW B CyCTaBaxX HWKHUX KOHEYHOCTEU
nporpeccupoBan [178, p. 233; 179, p. 232]. B padorax C. Lampe ¢ coaBt, y 33%
NAIMCHTOB YBEIUYUIICS 00BbEeM JABMIKEHUM B CycTaBax B cpenHeM Ha 10°, B To Bpems
KaKk y 62% TDanueHTOB OTMeYallach CTaOWIHM3alMsl MATOJIOTMYECKOro Tpoliecca B
CycTaBax, B BHIC OTCYTCTBHsA nporpeccuu Ttyromoasrwkuoctu [180, p.825].
Pesynprater  II/III  ¢a3el KIMHUYECKWX MCCIIEAOBAaHUN BBIABWIM  YJIYUIICHUE
MACCUBHBIX JIBUKEHHUI B JJOKTEBOM CyCTaBe Ha ()OHE TEepamnuu B OTJIIMYKE OT TPYTIIbI
wrane6o (p=0,0476) [184]. Vmyumenwe oO0beMa IBMKCHHN IIICYEBOTO CYCTaBa
(>10%) 610 OTMEUeHO B HaOmoAeHuUsIX J. Muenzer ¢ coaBT, OJHOKO OTCYTCTBOBAJIA
MOJIOKHUTENIbHAS JTUHAMHKa B (YHKIUHM JIOKTEBBIX, KOJICHHBIX, Ta300€IpPECHHBIX,
MeXK(aJaHTOBBIX, TOJCHOCTOITHBIX U JIy4e3alsICTHBIX cyctaBoB [177, p.101].
[TonoxuTenbHass AMHAMUKAa B (DYHKIIMH KOJEHHOTO, Ta300€IPEHHOTO W JIOKTEBOTO
CyCTaBOB ObLTa OTMEUEHA M B paboTax SIMOHCKUX y4ueHbIx [181, p.20].

[Ipemapar Onocynbdaza ampdha - pekoMOWHAHTHBIA  QepmeHT  N-
aleTIIIraTakTo3aMuH-6-cynbdarasza (BioMarin Pharmaceutical Inc., CIIIA), ToproBoe
Ha3BaHue Bumusum paspadoTtan 1 3amectutenbHor Tepanuu MIIC IVA (cunapoma
Mopkuo A). Ilpenapat omobpen 2014 roany B CIIA FDA, B EBpone EMEA u B
bpasumun ANVISA. Ouenky pesynsratoB Il ¢a3er panaoMu3npoBaHHOTO TBOWHOTO
cienoro ucciaeaoanus 17 nauuenTtos (5-57net) ¢ MIIC IVA, nonyyaBmux npenapat
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npoBoawid Ha 24 Henene tepanuu. OTMedalach YBEIMYEHUE CPEAHEN AUCTAHUUU
O6MTX na 22.5m (p=0.017) [185,186]. Onnako, He OBUIO 3HAYUMOTO OTIHYHUS B
pe3ynbpraTtax B 3IMSCT, 4T0 CBA3aHO C BRIPA)KEHHBIM MOPAKEHUEM KOCTHO-CYCTaBHOU
cuctemsl ipu MIIC IVA. Ha ¢one Tepanuu orMeuanoch cHI>KeHHE SKckpennn I'AT
B moue Ha 40,7%. Ilo pamueim Il ¢asel wuccienoBanuii Tepamus uMena
MOJIOKUTENbHBIA (DPEKT Ha (PYHKIIUU JIETKUX B BHUJC YBEIWYCHUS ITOKa3aTeIICH
cruporpaduu B cpeaHem Ha 10% [187].

O3T g MIIC VI npoBoautcs npenapatom ['anscynbda3zoil - pekoMOUHaHTHAS
dopma apuicynbdatazsi-B (Biomarin, Novato, CA, USA), ToproBoe Ha3BaHUE
Harnasum. Ilpenapar onobpen B 2005 rogy B CIIA FDA, B 2006 rogy B EBporne
EMEA u B 2009 roay B bpasunuu ANVISA [126, p.53]. TTo gaHHbIM 3 KIMHAYECKUX
UCTIIBITAHUM, TAIMEHTOB (5-29 J51eT), OTMEYanoch yJydlleHWe B BUAC YBEIWYCHUS
auctanimu 6MTX, 3 MUHYTHBIH TecT BocxoxaeHus 1o yiectauie (3MSCT — 3 minute
stairs climb test) [126, p. 54;188, 189], uro Tak ke ObLIO OTMEUYCHO M B pe3yJibTaTax
1l da3er gBoitHOro cienoro, mianebdo KOHTpoaupyemoro wucciemaoBanus [190].
Brlmieyka3zaHHbIe pe3ysIbTaThl OBLIN TOATBEPXkACHO B padoTax Hsiang-Yu Lin npwu
MCCIICIOBAHNH, TIPOBEJICHHOM B a3MaTCKo# momyssimuu [191].

Cornacuo pesyabratam /Il ¢da3 kamHUYECKUX HCCIIENOBaHUM, a TaKXe psna
JIPYTHX HaOJIOJCHUN ypoBeHb 3Kckpenuu ['AIT B MOYe CTaTUCTUYCCKH 3HAYMMO
CHU3WJINCH Ha (poHE Tepamuu B CpaBHeHHMHU ¢ muanebo [148, 126, 149,188, 189], uto
ObUTO OTME4YeHO U B HaOmromeHust Hsiang-Yu Lin ¢ coaBT. B BUjie CHHXKCHHS YPOBHS
skckpennu Al Ha 69% ot ucxoanbix [191, p.65].

Onenka ¢ynkiuu BHemHero Abixanus B Il daze nBoitHoro crienoro, miuane6o
KOHTpoiupyemoro wuccienoBanuss ®3T Ha 96 Hexmene, ycTaHOBWIIA YIydIllEHHE
(GYHKIIMU TBIXaHMS B BUJIE YBEJIMUEHUS TTOKa3aTeneld 00beM (GopCUpOBaHHOTO BBIJI0XA
3a onny cexyuny (FEV1 - forced expiratory volume in 1 sec) u FVC ot HayanbHBIX
nansbix Ha 11% (p =0.009) u 17% (p =0.014) coorBercrBenno [190, p.55]. Uro
cooTBeTCTBYeT JnaHHbIM P. Harmatz, rne Ha 72 Heaene Tepanuu OTMEUYaloCh
yBenuueHuss FVC Ha 14% ot ucxomusix aanubix (p<0,001) [150, p.55]. B paborax
TallBaHBCKUX y4eHbIX Mokazaresb FVC yBemnuuicsa Ha 80% OT MCXOOHOTO YPOBHSA
[191, p.65].

[Tpu onenku nquHamuku npubaBku pocta Ha Gore 3T y 56 manuenton (5-29
JIeT), OTMEYalIoCh YBEJIUYEHUE pocTa B cpeaHeM Ha 2,9 cM Ha 48 Hen u 4,3 cm Ha 96
Hen tepanuu [192]. TlomoxxurenpHas NWHAMUKA B BUJE NMPUOAaBKH pocTa Oblia
orMmeueHa U B paborax C.Decker ¢ coaBT: B Bo3pacTHOil rpynme 5-7 JeT 10 Havaia
JICYCHHs] NIeTH TpHOAaBIsAIM B CpelHeM 2cMm/Toj Ha (OHE JeYSHHsS TEeMI pOCTa
yBeIuuuiIcsa 10 3cM/roma; B rpymme 8-12 met mo Hayama Tepanuu lcm/rox Ha ¢oHE
neuenust 3cm/ron; rpynma 12-15 nmer mo wavana ®3T lem/roxg Ha doHe nedeHUs
2cM/Tof; B cTapIiei rpyrie B Bo3pacte >16 jeT oTCyTcTBOBasia MpubaBka B pOCTE 10
HavaJia JeueHusl, Ha (poHe mprema mpernapara OTMEJaIach MOJOKUTEIbHAS THHAMIKE
B BUJIC MPUOABKHU pocTa B cpeaHeM Ha 1,2 cm/rox [188, p. 683].

Pesynwratsr [I-111 ha3er kMTuHUYECKUX HCCTIEAOBAHII COCTOSHHS cepAra Ha GoHe
Tepanuu B TeueHue 96 Hej, BBISIBUINA PETPECCUI0 THIEPTPODUN MEXOKETYT0UYKOBOM
MEPETOPOJKH B TPYIINE MAIUEHTOB Miafdiiel2 jgeT, B To BpeMs Kak B TPYMIE CTapiie
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12 net runepTpodust centaabHON MEPEropoIKU COXpaHsIach Ha pexxHeM ypoBHe. Ha
(¢oHEe Tepanmuu OTMEYAJIOCh MPOTrPECCUPOBAHME MATOJOTMYECKOr0 Mpolecca B
KJIAa[laHHOM aIlapaTe cepAua B BHJIE€ YBEJIMYEHHUS HEAOCTATOYHOCTU AOPTAIBHOIO
kinanada B rpymme crapuie 12 jger. @3T 3@ekTuBHO CHUXKAET TUNEPTPOPUIO
MEXOKEITYZOYKOBOM TEPEropoAKd W MIPEeNOoTBpAIlaeT MPOrpeccHi0  MaTOJOTUU
KJIaIIaHOB, HO JIMIIIb TIPY paHHEM Hadajie Tepanuu B Bo3pacTe muazdimre 12 met. [192].
Yro 6610 IOATBEpPkKAEHO B pabotax M.M. Brands, riae Ha ¢oHe Tepanuu oTMevanoch
YMEHBIICHHE TUNePTPOPUU MHOKap[a, OJHAKO HEIOCTATOYHOCTb MHUTPAIBHOIO
KJanaHa nporpeccuponaia y 60% maruenTos [193].

Pasmepsl meuenu mno pesynbraTam MmatepuaioB II/III a3 xknuHMYECKHX
UCCJIEIOBAHUN CTaTUCTHUYECKH YMEHbBIIUIUCh Ha (OHE Tepanmuud B CPABHEHUH C
rpymnmoi miare6o [146, p.584]. Urto Obut0 oTMeueHo U B uccienoBaHusx Hsiang-Yu
Lin, rae y 66,6% manueHToB 0TMEUaI0Ch YMEHbIIIEHUE pa3MepoB reueHu [191, p.65].

B nenom ®3T xopomo nepenocurcs namuentamu [ 145, p.233; 146, p.581; 151,
p.97; 153, p.472]. OaHako, JOBOJBHO YaCTO OTMEYEHBI JIETKHE MOOOYHBIC PEaKInH,
CBsi3aHHbIEe ¢ MH(Yy3uel. Peakiuy Xopomo ynpasisuiuCh MyTEM OCTAaHOBKU BBEJCHUS
MH(QY3UU U IPUMEHEHUSI aHTUTUCTAMUHHBIX, aHTUNTUpeTHUeKkcux npenaparos, [ KC.
CepbesHble U KU3HEYTpoKaromre aHapuIakTHYeCKUe Peakliui PeKy, HO OMHUCAHbI
CJIy4au uX BO3HUKHOBEHUS Ha ¢poHe nHGy3uu naponuassl [147, p.39], uaypcynbsdassi
[194]. Peakiuu, cBsizanHble ¢ MH(]Y3UCH, Yale BCEro BO3HUKAIOT B TEpPBbIC 6 MecC
TEpanuu, OJIHAKO OIKCAHbl CIy4yad BO3HUKHOBEHHS DPEAKIUMU Ha 2 TOJ Teparuu
npuMeHeHus uaypcyibdasel [194]. YuurteiBas Belllle yka3aHHOE, HEOOXOIUMO UMETh
MOJIHYI0 TOTOBHOCTh K pEAaHUMAIMOHHBIM MeponpusatusM npu uHpy3zun O3T
[195,194].

o pe3ynbTaTam KIMHUYECKUX UCCIIEIOBAHUNA MOKHO KOHCTaTUPOBaTh, uTo O3T
MIIC I, II u VI ynydmaer BBIHOCIMBOCTh K (PU3MUECKON Harpys3ke, HECKOJIbKO
yayuaiaetr Gyukmnuio jgerkux [90, p.273-274; 102, p.492; 146, p. 584; 150, p.54; 165,
p.1]. OnnHako, AaHHOE JIeYeHUE TIOYTH HE OKAa3bIBAaCT MOJOXKHUTEIBHOTro 3¢ ¢ekra Ha
chopmupoBaBmuecs g0 Hadaina PO3T maromormm B IIHC, xnmanmannom ammapare
cep/illa, CycTaBax U CKelleTe. YrKe 3aIyIIeHHbIE TAaTOIOTUYECKHUE MPOIECChl HE MOTYT
OBITh TMOJIHOCTBIO CKOPPEKTUPOBaHbI Jake Ha (oHe amurenapHoro npuema O3T [205,
p.231; 206, p. 6]. YuureiBas muporpeccupytomiee tedenune MIIC, HeoOxomaumMo
HaunHath O3T Kak MOKHO paHbllle, cpa3y MOCIe MOCTAHOBKU AUarHo3a, 70 Haudaja
KIMHUYECKUX  TposBieHui.  McciemoBanns  Ha ~ MOJOABIX  MalMEHTaX
MIPOJIEMOHCTPUPOBAIIN TI0JIb3Y OT PAHHETO Hauyaja Tepanuu, B CPABHEHUU C MO3HUM
ee HayaioM y cubcoB. Ommcan knuHu4eckuil cimydair y cubcoB ¢ MIIC I, xorma
ManpbuuK Hadan nonydatb ®3T ¢ 5 MmecsyHoro Bo3pacta U K 4 rojaMm HE HMEN
MPU3HAKOB Taprowyin3Ma, MNaTOJOTMU KOCTHO-CYCTaBHOM, CEpAEYHO-COCYAUCTOMN
CUCTEM, OopraHoMeraanu (ObUIO TOJIBKO MIOMYTHEHUE POTOBUILbI), B TO BPEMS KaK Yy €ro
ponmHo# cectpsl He monydaBmed 3T, B anamormyHOM BO3pacTe cHopMUpPOBAIUCH
MaTOJIOTUsI KOCTHO-CYCTABHOW CHUCTEMBbI, HEJJOCTATOYHOCTh MUTPAIBHOTO KiamaHa C
YTOJIICHHUEM CTBOPOK, THUIEPTPOGHUS JIEBOTO TPEACEpArsi, TenaTOCTUICHOMETaHs,
oOcTpyKTHBHAs THApoIedanus, Tpedyromas myHTupoBanus [ 196]. IIpu Habmronenun
cu6coB ¢ MIIC 11, omHoMy U3 KOTOpBIX Tepamnus Oblla HayaTa B Bo3pacte 3 mec. [locie
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3 Jer ne4yeHHs EIWHCTBEHHBIM COMAaTHYECKUM MpOSBIEHWEM Yy Hero Obuia
nedopMmanusi JErkoM cTemneHu oAHoro mno3BoHka [197]. Hakomwioch m0CTaToOyHO
J0Ka3aTeIbCTB TOro, YTO JieueHue nanueHToB ¢ MIIC nommkHO ObITh HaYaTO paHo, B
caMOM HayaJle KIMHUYECKUX MPOSBICHUN I JOCTHKEHUS JTydulero pesyiabraTa [198,
199, 200, 201, 202, 203, 204, 205, 206]. HaunHaTh Tepanuio y HOBOPOKICHHBIX C
noarsepxaeHHbIM MIIC cnenyeT 10 nosiBAEHUS KIMHUYECKUX CUMIITOMOB.

Takum o0Opa3oM, 0030p JUTEPATYPHBIX JAHHBIX CBUIETEIBCTBYET O
HEJIOCTATOYHOCTU  ucclenoBanuiit  mo  mpobnemam  MIIC.  Tlokazatenu
pacnpoctpanenHocty MIIC B pa3HeIX cTpaHaX BapuaOelbHbl, YTO JHUKTYET
HEOOXOIUMOCTh MPOBEACHUS TAaKUX HCCICJOBAHUN B pa3IWYHBIX MOMYJIALMSIX.
Hepnocratounsl 1 mpoTUBOpEeUnBHI NaHHble HaOmoaeHu 00 addextuBHOCTH D3T. B
JUTEPATYPHBIX MCTOUHMKAX IMPEACTABICHBl B OCHOBHOM PE3yJIbTaThl UCCIEAOBAHUM
HayuyHbIX UeHTpoB u KiMHUK CIIA, crtpan 3amagnoir EBpombl, SAnoHuu.
Henocratouns! unu oTcyTcTBYIOT HHPOpManuu no cneuuduke MIIC cpean nerckoro
HaceJleHusl Jpyrux cTpaH, Bkiwoudas PecnyOnuky Kazaxcrtan. BeimeykazanHoe
NOJITBEPKAAECT aKTyallbHOCTh yriyosienHoro usydenuss MIIC y nereir B cTpaHe u
pa3pabOTKH COBPEMEHHOM aJanTHUPOBAHHOW CHUCTEMbl paHHEH JAMArHOCTUKU U
tepanuu. Crleayer OTMETUTb, UTO paHee B Ka3zaxcTaHe cUCTEMHBIE UCCIEA0BAHUS 110
MIIC He npoBOAUIHUCS.

AHanu3 pe3yNbTaTOB KIMHUYECKUX HCCIE0BaHUN OblUl mpoBeneH u3 0as,
nanneix: PubMed, Elsevier, Cochrane database of systematic reviews u Web of
science.
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2 MATEPHUAJIbI U METO/JIbI UCCJEIOBAHUI

2.1 O0masi xapakTepucTUKa 00CjeI0BAHHBIX JeTeil

JlanHHOE uccieaoBaHUE MPOBOIUIOCH Ha 0a3ze HaydyHoro menTpa meguaTpuul u
nerckor xupypruun (HHIIJIX) M3 PK r.Anmatel. HccnemoBanue o0m00peHO
nokanbHO-3THYecKor komuccuen Ka3BHMY um.C.J1. AchenausipoBa, mporokon Ne209
ot 29.04.2015r. IlonydyeHo noOpoOBOJILHOE UHPOPMHUPOBAHHOE COTJIACHE POJUTEINECH
neTed Ha ydyacThe B HccienoBaHuu. JlabopaTOpHO-UHCTPYMEHTAIBHBIE METOIbI
HCCIIeIOBAHUSI POBOAMINCH COTIIACHO MEXKIYHAPOIHBIM MPOTOKOJIaM JUATHOCTUKU U
JIeUeHUsT MyKoImoJimcaxapuao3oB y aerei [207, 89, 90, 208, 209, 210]. Bcero moa
HaAO0JII0ICHUEM HAaXOIUJI0Ch 45 manueHToB ¢ BepuduimpoBanHbiM auarnozom MIIC.
Pacnpenenenue no tunam Obuto cienytomum — 13 mamuento ¢ MIIC 1, 19 — ¢ MIIC
I, 5—c MIIC IV A u 8 — ¢ MIIC VI. ®3T nonyyanu netu B Koiaudectse 37 aeTeit.
KommiexcHoe o6cnenoBanue npoBoawioch 23 nersam: ¢ MIIC | 7 ngereit (30,4%), ¢
MIIC Il 11 manpuukoB (47,8%), u ¢ MIIC VI 5 nereit (21,7%). Tlo rennepHomy
pacrpeie/IeHuI0 Ccped HaOI0JaeMbIX MAaIlMeHTOB Tpeobiaganu Maiabuuku — 16
(69,5%), neBouek Obu10 7 (30,4%). CpenHuii BO3pacT HaOIOaeMbIX HMAIllMEHTOB 7,7
net. CpegHuii BO3pacT Ha MOMEHT MOCTAHOBKH JIMarHo3a coctaBui 5,2 roaa. Bee 23
pebenka Haxoawnuch Ha ®3T. Cpenuuii Bo3pact Hauana DP3T y GompHBIX MIIC
paBHsuicst B cpeadeM 7,7 net. KomudectBo OonbHBIX mo Tunam MIIC u ux Bo3pact
IPUBEJICHBI B TaOIHIIE 2.

Taomuna 2- KonngectBo Ha0monaemoix aerei ¢ MIIC

[Tarment ITon Tun Hara Bo3spact nocranoBku | Bo3pact Ha MOMEHT
MIIC POXKIEHUS nUargosa Hayajia UcCiIeq0BaHNuNI

1 2 3 4 5 6
3.1 K | 1996 4 15
3.1 M | 2002 4 9
M.C M | 2009 3 3
AK.P xK | 2007 8 8
xK.3 K | 2008 6 6
CHt M | 2009 1 4
X.A K | 2010 5 5
111.B M I 1995 5 16
b.b M 1 2010 4 5
E.E M I 2003 8 8
C.H M I 2006 6 6
T.T M 1 2007 6 6
o.M M I 2002 10 10
CJ M 1 2008 4 4
C.A M I 2008 4 4
K.A M 1 2004 10 10
C.A M 1 2004 10 10
K.A M I 2007 8 9
AK M Vi 2000 4 11
AT M Vi 2001 3 10
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[Ipononxenue Tabauisl 2

1 2 3 4 5 6
M.A K Vi 2004 8 8
T.I' K Vi 2008 6 7
K.E K Vi 2011 2 4

Bce st netu ¢ MIIC nonyyarot perynsipHoe ctaunonapsaoe jgedenue B HIITu /X
(r.Anmatel) ©1 B AO HamuoHanbHbIA Hay4yHBIA ILIEHTP MaTEpPUHCTBA W JETCTBA
(HHIIMu/l) r.Actana.

HNuarno3z MIIC BepuduipoBascs Ha OCHOBAHUM Kaue€CTBEHHOTO OINpeieIeHuUs
skckpeuun ['Al', oH3umoamarHoctnkn 1o DBS kapram u  MonekymnsipHO-
IreHEeTHYECKOr0 HCCIEA0BAHMS, IMPOBEACHHBIX B JaOOpaTOpusix YHUBEPCUTETCKOU
kuHuku ['amOypr-Onnenaopd u Centogene (I'epmanus).

B rtabmune 3 npencraBieHbl  METOABl  HUCCIAEAOBAHMM, TPOBEIEHHBIC
HaOroxaeMeiM aetsiM ¢ MIIC.

Tabnuua 3 - [lepedeHb U KOJTUYECTBO MPOBEIECHHBIX UCCIIEI0BAHUM

HanmeHnoBaHMe Mcciie JOBaHUH KommuectBo KonmuectBo
MaIeHTOB HACCIIEIOBAHUH
KauectBennoe onpenenenue sxckperuu AT’ 23 23
B MOYE
DH3UMONArHOCTHKA 23 23
MonekynsapHO-TeHETHYECKOE HCCIICIOBAaHNE 23 23
OO0meKTMHUYECKHE mabopaToOpHO- 23 52

UHCTpYMEHTalbHble uccinenoBanus: OAK,
OAM, OGMOXUMHYECKHI aHAIN3 KPOBU

AHTpOTIOMETPHSI 23 52
OYHKIIMOHATBHBIE  METOJIbl  WCCJICIOBAHMS 23 52
cepaeuHo-cocyaucton cucremsl: DKI', OxoKT,

Jonmneporpadust

R-rpadus OI'K 23 52
Crmporpadust 13 46
6MTX 20 52
VY31 opraHoB OpIOUIHOM MOJIOCTH: pa3MeEpbl 23 52
TIEYCHU U CEJIC3CHKU

MPT rosioBHOro Mo3ra W MLIEHHOrO OTIEjda 20 23
MM03BOHOYHUKA

PecnimpaTopHblii HOUHOM MOHUTOPUHT 8 8
KoHncynpranuu JIOP, OKYJIMCTA, 23 46

HCBPOITIATOJIOI'a, KapAnoJora

2.2 DNNAeMHOJIOrHYeCKHii MeTOX UCCIeI0BAHNSA

ONHUIEeMHUOJIOTHYECKHE PACUEThl PACIPOCTPAHEHHOCTH MPOBOJUIUCH COTJIACHO
pexkomenmamusm - S.Tomatsu u  Hsiang-Yu Lin [14,p.3; 16,p.961]. Pacuer
pacnpoCTpaHEHHOCTH MpOoBOoAMIICS 3a nepuoa ¢ 1998 mo 2016 roxa, rae KOIUYECTBO
MalKUeHTOB ¢ ycTaHOBJEHHbIM nuarHozoM MIIC npenunock Ha o0miee KOJIUYECTBO
YKABOPOXKJCHHBIX 32 3TOT ke nepuo u npeacrasieHo Ha 100 000 :KuBOpOKICHHBIX.
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2.3 JIabopaTOpHO-HHCTPYMEHTANbHbIC METOABI 00C/IeI0BAHUS AeTel

2.3.1 MoJieKkynsipHO-TEHETUYECKOE UCCIENOBAHNE MYTAHTHOTO T'€HA

MouieKynsipHO-T€HETUYECKOE  MCCIIEOBAaHUS  JUIsl  BBISIBICHHMS ~ MYTallUH,
MPOBOJAMWIIOCH B JlabopaTopuax YHHUBEPCUTETCKON KIMHUKM ['amOypr-Onmnennopd
(mpod. Z.Lucacs, I'epmanms), nmabopatopuss Centogene (mpod. Arndt Rolfs,
I'epmanus), maGopaTopuud MOJICKYJISIPHOM TEHETUKM U KJICTOYHOW OHOJOTUH
Hayuynoro mnentpa 3mopoBbsi jnereit (a.m.H 3axapoBa E.FO, Mocka, P®) u
nadoparopun Archimed Life Science GmbH (npod. Berthold Streubel, Asctpus).
Hcnonb3oBanuch METOAbl HpsIMOro cekBeHupoBanuss U MLPA (MynbTHIUIEKCHAs
amrudukanus urasHo-cBa3aHHbix npod) reHa IDUA g MIIC I; rena IDS s
MIIC I, rena GALNS st MTIC IVA u rena ARSB st MIIC VI. [{ns moaTBepskaeHust
HalJICHHBIX MyTallMi, KaK BbI3bIBAIOIIMX 3200JI€BaHUS UCIIOJIb30BAIaCh TeHETHUECKAas
6a3a nanapix Human genetic mutations database (HGMD).

2.3.2 AaTpornoMerpruueckoe o0cIeI0BaHUE IeTeH

@DU3UYECKOE PaA3BUTHE OIEHUBAIOCH MO OCHOBHBIM aHTPOIOMETPUUYECKUM
nokazarensiM (JyinHa U Macca tena). Poct (cMm) u Bec (Kr) u3Mepsiiuch y JeTel mpu
MOMOIIA MEXAaHWYECKOTO POCTOMEpa M JJICKTPOHHBIX BecoB Massa-K. JlanHoe
HCCIIE0BaHKE TTPOBOAUIIACH B MEPBOM IMOJIOBUHE JIHS. Pe3yibTaThl aHTPOIOMETPUU
ouenuBaimch B nporpamme ANTHRO plus 2007, paspaborannoit BO3. lanusie B
npenenax 15-85 mepueHTWIeH —CcUMTAIMCh HOpMOM; <3-15 mepueHTHIeH
MHTEPIPETUPOBAIHUCH KaK 3a7epikKa (pusznueckoro pa3Butus; >85-97% onepexeHus
CBEPCTHUKOB IO (PU3UIECKOMY Pa3BUTHUIO. Tak e OleHKa MPOBONUIACH COTJIACHO Z-
score, cTaHJapTHas OIIEHKa, OCHOBAaHHAsS HA HOPMAJIbHOM pacIpeeICHUH.

2.3.3 Ouenka GyHKIIMOHAIBHOTO COCTOSIHUS CEPACUYHO-COCYAUCTON CUCTEMBI
OYHKIIMOHAJIbHBIE METO/Ibl UCCIIEAOBAHMS CEPJIEUHO-COCYAUCTOM, JBIXaTEIbHOM
CUCTEM OBbUIN BBHIMIOJHEHBI B OTJEICHUSAX JTy4eBOU U (PYHKIIMOHAIBHON TUarHOCTHKHU
HIIITu/IX (3aBeayromiue cooTBeTCTBEHHO — K.M.H. Caprenos C.I. u a.m.1H. JIum JI.B).
9KI nposoaunock Ha ammapare Nihon Kohden Cardiofax S, B 12 otBeaenusx: 3
crangapTtHeiX (I, 11 u ), 6 rpyansix (V1-V6) u 3 ycunennsix (aVR, aVL u aVF).
IxoKI' nmnpoBoaunock Ha  yAbTPa3BYKOBBIX  alllapatax AKCIEPTHOTO
Kapauosiormueckoro kiacca Toshiba Artida, matauk PL 50 (SImonus), u Philips iE33
natauk P2X7 (Tommannus). OrnieHKa METpUUYECKUX MOKa3aTeaeil MOpQOIOTHIECKIX
CTPYKTYp mpoBoamiach B B- u M-pexxumax. OCHOBHBIE U3MEpPEHHUs ObUTH MPOBEACHBI
B COOTBETCTBHHM C PYKOBOJICTBaMH U pekomeHaanusmu EBpomeiickoro OOmiecTBa
KapauoBackymsipHod Bu3yanusanuu (European Association of Cardiovascular
Imaging) m Amepukanckoro OO6miectBa DxokapauorpadoB (American Society of
Echocardiography) [www.escardio.org; www.asecho.org]. Maaekcanus mokasarenei
mpoBOAMIIACch MpHU pacdete miomamau noBepxHoctu tena (IIIT, BSA-body surface
area) mo ¢opmyne Dubois BSA = (W 4% x H %725 x 0.007184 ¢ ucnons3oBaHuEM
OHNaiH kaibKymsaTopa [http://halls.md/body-surface-area/bsa.htm]. M-pexum -
OJTHOMEPHBIN PEKUM, OTOOPAKAIOIINN JIBIKYIIUECS CTPYKTYPHI CEPJIlIa BO BPEMEHH.
B manHOM pexume MPOBOIUIUCH 3aMEPhl KaMep CepJIa B CUCTONY U JIUACTONY IO
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Teitnxonbll: KOHEYHO nuactonrdeckuil pazmep (KJIP) B MM, KOHEUHO CUCTOIMYECKU i
pasmep (KCP) B mM, koHeuHo auactoiuueckuit oobem (KIO) B M, KOHEUYHO
cucronnueckuii o0bem (KCO) B M, ToNIIMHA 3aJHENH CTEHKHU JIEBOTO KEIyJT0YKa
(T3CJIK) B MM, MexokenynoukoBas neperopoaka (MKII) B MM, gppakuus u3rHaHus
(®U) B %, mMacca muokapaa jeBoro kemymouka. [lpu IxoKI' B B-pexume (2D
PEXUM HM300pakeHHs cepAlla B PeaIbHOM BPEMEHM) MCIOJb30BAJIMCH CTaHAAPTHBIE
IIO3ULMHA: ITAPACTEPHAIBHBIN TOCTYII 110 JUIMHHOM OCH, apacTEpHAJIbHBIN TOCTYII 110
KOPOTKOW OCH, aluKajibHas 2-X, 4-X U 5 KaMepHas MO3UIHs, CyOKOCTaIbHBIN TOCTYTI,
CyIIpaCTEPHANBHBIM AOCTYIL. [IpyM 3TOM HPOBOIWIMCH 3aMeEpbl MOKA3aTEICH a0pThI,
MpaBoro Mnpeacepus, JIEBOro npeacepausi, MpaBoro Kenyao0dka, JIEBOro Kelyaouka,
JIETOYHOW apTepuu U OLIEHUBANIACh CTPYKTYpa KJIamaHoB (MUTPAJIbHOTO, A0PTAJIBHOIO,
TPUKYCITUIAJILHOTO U KJIallaHa JIETOYHON apTepun).

[Ipu ponmnepaxokaparorpa@uu MCHOJb30BAI MUMIYJIBCHOE JAOMIIIEPOBCKOE,
(pulse Doppler), mocrosiHHO-BOJNIHOBOE momiiepoBckoe (continuous Doppler) u
[[BETHOE JomiuiepoBckoe uccienoBanue (color Doppler). C momomipio 1aHHOTO
UCCJIEI0OBAaHMS ITPOBOJIUIIACH OIICHKA KPOBOTOKA Yepe3 KiIanmaHbl cepala (MUTpaIbHBIH,
AOpTaNIbHBINA, TPUKYCIUJAIBHBIA M KJIamaH JIeTOYHOW aptepuu). Onpeaessuim
CKOPOCTh KPOBOTOKA, XapakTep KPOBOTOKAa (JaMUHApPHBIA WM TYpOYJICHTHBIN),
IPaJMEHT JaBJIICHUS MEXIy KaMmMepaMH Cepjla, OLEHUBAIOCh CHCTOJIMYECKOE
JaBJICHUE B IpaBoM KETYT0UKE (CAIDK) B MM pT CT.
Jonmnepaxokapauorpaguyeckass  OLIGHKA  PErypruTaiuy  MNpPOBOJAMIIACH IO
pekoMmeHaamusaM EBporneiickoit Accornuanuu Dxokapauorpados mo nokasarento PHT
(pressure half-time) u wmeromom PISA (proximal isovelocity surface area)
[www.escardio.org]. Tak, HaMH TPOBOAMIOCH M3MEPEHHE IMOCPEACTBOM JIMHEHHOM
TPOCCUPOBKM KOHTYpa HEMPEPBBIHO-BOIHOBOTO Jlommiepa moToka peryprutaiuu Ha
kianaHax. OeHKa AWIaTaliy MoJIOCTeW cepala nmpoBoauiachk no nokasarento EDI
wn K[ — xoreuHo nuacronumdeckoMy uuaekcy mo ¢popmyne KAO/IIIT, nunatanus
BBICTABJISIJIACH IIPU 3HAUCHUM >75, runormiazus npu <25; HOpMa B mnpenenax 25-75.
I'unieprpodus crenok JIXK onennBanacs mapamerpom RWT (ratio wall thickness) nnm
OTHOCHUTEJIbHAS TOJIIMHA CTEHKH JIEBOTO Kenynodka o ¢popmyine 2 3CIDK/K/IP.

PentreHorpagusi opraHoB TpyAHOIl KJeTKHM IPOBOAWIACh Ha IHU(PPOBOM
anmmapare Philips PCR Eleva (T'omtanaus). Pentrenorpamma OI'K mpoBoaunack B
npsimoit mpoeknuu. OOpanianock BHUMaHUE HA PEHTITC€HOBCKYIO CTPYKTYPY BUIUMBIX
KOCTeH M MATKHX TKaHEH TPYIHON KIETKH, CTPYKTYpPY, CHOPMHUPOBAHHYIO TEHSIMHU
COCYJIOB JETKUX <JIETOYHBIM PUCYHOK»; PACIIOJIOKEHHE M CTPYKTYPHOCTh KOpHEMU
JIETKUX, TOJIOKEeHUE, POopMy KyMOJIOB nuadparMbl, CHHYCOB IJIEBPAIBHBIX MOJOCTEH,
dbopMy u pasmepsl TeHn cepana. [IpoBoamics crnoco0 OIEHKH IMTUPUHBI TEHU Cepiia
[0 PEHTreHOTpaMME METOJIOM pacueTa KapauoropakaibHoro uuaekca (KTU) mo
dopmymnye KTU = A/B-100%, rae A 3To momnepeuHslii pa3Mep TeHU cepara, a B 3to
monepevHslid pasmep rpyaHor kinetkd. [lo xknmaccudukamuum FO. H. KoncrantmHOBA
(1963r) pazmuuatot |11 crenmenu yBennuenus KTU: nHopmanbHas Benmmunaa He > 50%,
yBenuuenue I crenenu 50-55%, Il crenenn 56-60%, 111 ctenenu > 60%. Onpenenexue
KTU sBrnsercs mpoCTBIM M yAOOHBIM METOJOM JUISl OICHKH pPa3MEpOB cCepjlia B
JTUHAMUKE.
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2.3.4 OneHka (QyKIIMOHAIBHOTO COCTOSIHUSI OPTaHOB JIbIXaHUS

Cnuporpaguss — rpaduyeckuii MeTOJ peructpauuu (QYHKIUUA JIETKUX.
Crmporpadus npoBoamiack Ha anmapate BTL-08 Spiro (BTL, BenukoOpuranus) B
noyiokeHun ctosi. IlarmeHTtaMm jJaBany MNEPUOJBI OTAbIXa MEXKAY IOBTOPHBIMU
TECTaMH, MCCJIEAOBaHUE TMPOBOAWIM C 3aKpPhITUEM OOOUMX HOCOBBIX XOJOB
CIIEUAJIBHBIMY 35KMMaMU, UCTIOJIb30BAJICS WHIMBUIYATbHbIN MPOCTEPUIN30BAHHBIM
HacaJKa-MyHJALITYK, KOTOPbIA IJIOTHO oOXBaTbiBajica rydoamu. 3a 12 yacoB mepen
HCCIIEIOBAHUEM TALMEHTY OTMEHSUIM HHTralsiuu OpOoHXOJUTHKOB. IIpoBoamiack
omenka nokaszatenedi FVC (forced vital capacity) - ¢opcupoBanHas >KW3HEHHas
€MKOCTB JIETKHX - 00BEM BO3/1yXa, KOTOPHIM MOKHO BBIJJOXHYTb NPU (POPCUPOBAHHOM
BBIJIOXE TOCIe MakcuManbHOro Baoxa. FEV1 (forced expired volume B 1 cek) - 00béMm
dbopcupoBaHHOTO BBIJIOXA 32 1 CeKyHIy - 00BEM BO3/yXa, BBIJIOXHYTOTO B TEUCHUE
HepBoi cekyH bl hopcupoBaHHOro Bhioxa. Muaeke ['encnepa - coornomenne FEV1/
FVC. PEF (peak expiratory flow) - nukoBast 00bémMHas ckopocTh Beigoxa. MEF 75
(mean forced expiratory flow) - MmraoBeHHast 00BEMHAsS CKOPOCTH MOCIIE BbIoxa 75%
DXKEJI, 75% otcuuteiBaroTcs oT Havana Beigoxa. MEF 50 - MmruoBennas oObpEMHas
ckopocTh nociie Beiioxa 50% DXKEJL, 50% orcunthiBaroTcs oT Havyana Beiioxa. MEF
25 - wMrHoBeHHas OOBEMHas CKOpocTh Iociie Bbigoxa 25% DOXEJL, 25%
OTCUMUTHIBAIOTCA OT HavaJia Beioxa. [lokazarenu cnmporpadguu npeacTaBieHbl B % OT
Hopmbl: FVC > 80%, FEV1 > 75%, cootnomenune FEV1/ FVC > 75%, MEF 75, MEF
50 u MEF 25 > 75% [13]. OOCTpyKTUBHBIN TUI HapylIeHUs (QYHKIMU BHEITHETO
asixanus - cootHomenne FEV1/ FVC <70% npu FEV1 <80%, cHuxeHue
nokazareneit MEF 75, MEF 50 u MEF 25 nuxe HOpMBI. PeCTpUKTHBHBIA THII
HapYIIEeHHS BBICTABIIACTCS MpU CHIKeHUU nokazareneit FVC u FEV1 u HopManbHBIX
WM TIOBBIIIICHHBIX 3HaUeHUAX nHAeKkca ['enciepa [211,212]

PecnimpaTopHblii HOYHOM MOHMTOPHMHI MPOBOJAWIICS B OTIECIICHUH CIIOKHOMU
comatudeckor marosoruu u peadbwmraruu HIIIn/IX (3aB. — k.M.H. MapmankuHa
T.B). s BoisiBieHus: cuaapoma oocTpykTuBHOTro anHod cHa (COAC) ucnonb3oBaics
armapat Somno check Micro Cradio ASI Weinmann (I'epmanus). Ilepen HOYHBIM
CHOM peOEHKY yCTaHABJIMBACTCS AbIXaTEIbHBIA TATYHK, KOTOPBIM pPErUCTPHUpPOBAI
HapylIeHUE JbIXaHHWs BO BpeMs CHA, MHTEHCHUBHOCThH Xpama, 4acTOTy JbIXaHUf,
JUTMTEIPHOCTh aITHOd M MPOBOAMII pacdeT HHuekca amHod/rumonuHod (MATD). C
MTOMOIIBIO JATYHKA MYJIbCOKCUMETPHUH, YCTAHOBICHHOTO HA CPETHEM IMaJIblle peOeHKa,
MIPOBOJMIIOCH U3MEPEHUE YPOBHA caTypaiuu (YpoBEHb KHCIOPOJa B TE€MOTJIOOWHE).
Omnenka crenenn Tsokectd COAC mpoBogunace o MAIL: UAIT >1,5-5/4yac nerkas
CTeIeHb, >5-10/qac cpenusis u npu >10/gac Tspkenas crerrenn COAC [87].

2.3.5 OueHka cOCTOSIHUS MTAPEHXUMATO3HBIX OPTraHOB

OueHka COCTOSIHUSI TApEHXMMATO3HBIX OPraHoB MpoBojuiack mnyteM Y3U
OpPraHoOB OPIOLTHOW IMOJIOCTH C Hcoyib3oBanueM ammapara General Electric (CIIA).
Hcnonp30Banuch JaTYMKU KOHBEKC Ui JETEW cTapuie 5 JeT, MUKPOKOHBEKC - IS
nereit muaauie 5 net. Y3U opraHoB OpIoiIHOM MOJOCTH MPOBOAWIOCH YTPOM HATOIIAK,
B MOJIOKEHUU OOJIBHOTO JIe’Ka Ha CIHUHE.

41



VY31 opraHoB OprOUIHOM MOJOCTH, MAarHUTHO pPE30HAHCHas ToMorpadus,
pEeHTreHOrpaMMa MPOBOAWIIMCH B OTAeNeHUEe JsydeBor auarHoctuku HIIIu/IX
(3aB.oTaeeHUs Ty4eBOM quarHocTuku — K.mM.H. Capresnos C.I1I).

2.3.6 OueHka cOCTOSIHUS HEPBHOM CUCTEMBI ITPU MYKOITOJIMCAXapHU103aX

MaruuTHO pe3oHaHcHas Tomorpapusi (MPT) ronoBHoro mosra u MIEHHOTO
OTJeNIa TMO3BOHOYHHMKA MPOBOJWIM Ha ammapate Siemens moxens Magnetom C
(I'epmanus). UccnenoBanne noBoaMIIOCH IO cTaHAApTHBIM npoTtokonam T1 u T2 BU
(B3BEILIEHHOE N300paKEHUE) B CArUTTAIBHOM, aKCHAJIbHON U KOPOHAPHOU MPOEKUHUAX.
Onpenenenue MWUPUHBI CHMHO-MO3rOBOTO KaHalla WM AHATOMHUYECKH KpaHUO-
BepTeOpaIbHOrO Mepexojia MPOBOAUIOCH B CArUTTAIbHON M aKCHAJIbHOM MPOEKUHUSX.
Bosmosknoctu MPT roioBHOro Mo3ra u IIEHHOTO OTAelIa IT03BOHOYHHUKA:

- JluarHoctuka OpraHU4eCcKOro NOPAKEHUS TOJIOBHOTO Mo3ra
(MepUBEHTPUKYISPHBIE KUCTHI, BHIPAXKEHHOCTh ruapouedanuu (KOMIEHCUPOBaHHAs,
JIEKOMIIEHCUPOBAaHHAs1), CTENeHb CTEHO3a Ha YPOBHE KpaHUO-BEpTEOpaTbHOIO
nepexona.

- O11eHKa COCTOSIHUS 3PUTEIbHBIX HEPBOB.

- M3mepenus pazmepoB uepena u TOJIMIMHBI KOCTe! yepera.

2.3.7 OneHka ToJIEPaHTHOCTHU K (PU3UYECKON HArpy3Ke

TecThl OIIGHKH TOJIGPAHTHOCTH K (U3UYECKOW Harpy3ke TMpPOBOJAUIUCH B
OTJICJICHUH CJIO)KHOW coMaTHdecKod maTtoyioruu u peadbwimuranuu HIITuAX (3aB. —
k.M.H. Mapmankuaa T.B). TonepaHTHOCTh K (hHU3WUYECKONW Harpy3ke OIICHHUBAJIACh
nyTeMm mposeaeHuss 6MTX.

6MTX — naucraHIMs MPOXOXKICHUS B TedeHHE 6 MHHYT. TecT MpOBOIUIICS
coriacHo pykoBoacTBy American Thoracic Society (2002roaa) [213] ¢ 1e/bi0 OlEHKH
BBIHOCITUBOCTU K (PU3MUYECKON HArpys3ke, SBISIONMIASACS KOCBEHHBIM IOKa3aTeIeM
COCTOSIHUSI CEPACYHO-COCYAUCTON M JIBIXaTEJIbHOW CHUCTEM. TeCcT BBINOJHSIICS
CJIEIYIOIINM 00pa3oM: B KOPUIOPE OTNETEHUS, JUIMHON 65 M. MallMeHT CTAHOBUJICS Ha
HAJyayjo IyTH, BKIIOYAIA CEKYHIAOMEpP, U PEOCHOK JBUTAJICA B OOBIYHOM ISl ceOs
pexuMe, NPOXOJWI MOCHIBHOE PAacCTOsIHUE B TeueHue 6 MuHyT. [Ipu nosiBneHun
ONIBIIIKA W YCTaJOCTH, PEOCHOK MOI OCTAHOBHUTHCS W OTAOXHYThb, MPU 3ITOM
CeKyHJOMEp He oTkmovancs. [lo wmcredyeHnn BpeMEHHM, HNPOBOIWICS IOACYET
MPOWICHHOM AUCTaHINH. TeCcT MPOBOAMIN B IEPBOM MOJTOBUHE JTHS, OBLTH UCKITFOYCHBI
aKTUBHBIC (PU3NYECKUE HATPY3KHU JI0 MPOBEACHMS TecTa. PebeHoK ObLT 01€T B yZIOOHYIO
OJIeXKy, Ha Horax Obuta ymoOHass oOyBb. JlOo BBITIOJIHEHHS TecTa peOCHKY IaBajiu
BpeMsI OTIOXHYTh MUHUMYM B TeueHue 10 muH. B Tedenne 3tux 10 MUH poBOAMIICA
3aMep MyJibca, 49acToThl AbixaHus u AJl, mpoBepsuiack KOM(DOPTHOCTh OMEKIBI U
00yBH.
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2.4 MeToabl Jie4eHHS] MYKOIIOJIHCAXAPHU/I030B

®epMeHTO3aMecTUTEIbHAA Tepanus aetsiM ¢ MIIC npoBogunace coriiacHo
MEXTyHapOIHBIM IpoTokoyiaMm edenus [207,120, 89, 90, 208, 161, 213] u npoTokoay
Ne9 «Myxkononucaxapuossl y nerei», yreepxkaeHHoMmy 15.09.2015r B PecniyOnuke
Kazaxcran. Cornacuo IIpukaza Munuctpa 3apaBooxpanenus Pecnyonuku Kazaxcran
or 11 mas 2011 roga Ne 285 Obu1 yTBepXkA€H NepedyeHb OpPPaHHBIX MEAUIUTHCKHUX
TEXHOJOTUH, MpeAHa3HAYEHHBIX IS JeueHus peakux 3aboneBaHuil B PecnyOmuke
Kazaxcran, kyma Bouum Jlapununaza (Anpaypaszum) ans jedenus MIIC |,
unypceyibdasza (Onanpasa) ais MIIC |l u rancynsdaza (Harnazum) ayist MIIC VI

O3T g MIIC | - mpenapatr Anpaypa3uM, MEXAYHAPOJHOE HENATEHTOBAHHOE
Ha3BaHue Jlaponnnasza. Peructpannonnsiii Homep B Kazaxcrane: PK-JIC-5Ne016685
or 2010-09-22. B 1 mn conepxutcs 100 EJ] naponunmasel. Jlo3upoBka mpemnapara
OpOBOAWIACH COTVIaCHO MHCTpykuuu u3 pacuera 100En/kr/wen. Ilpemapar
BOCCTAHABJIMBAET YPOBEHb ()EPMEHTATUBHOM aKTUBHOCTH a-L-maypoHunassi,
JOCTaTOYHOM Ui THAPOJIM3a HAKOIUIEHHOTO CyOCTpata W NpeloTBpallleHue
nanbHeero HakorieHus. [locie BHyTprBeHHON HH(Y3UM TapOoHK 1a3a MPOHUKAET B
JU30COMY MOCPEICTBOM MaHHO30-6-(pochaTHBIX pelenTopoB.

®3T MIIC Il — Dnampa3a, HemaTeHTOBaHHOE Ha3BaHue Wmaypcynbdasa.
Peructpaunonnsiii Homep B Kaszaxcrtane: PK-JIC-5Ne0229111111 ot 10.04.2017.
AKTHBHOE BelecTBo uaypcyibdasza 2 mr/mi. Mnypcynbdasa 3to ouniieHHas dhopma
JTU30COMANIBHOTO (hepMeHTa HIypoHaT-2-cynbdaraza. IlocTyrieHue 3K30T€HHOTo
depMeHTa B JIM30COMY OCYIIECTBISIETCS IMOCPEICTBOM MaHHO030-6-pochaTHBIX
penenTopoB. J[03upoBKa MPOBOAUIACH COTTIACHO MHCTpYKIMK — 0,5Mr/kr 1 pa3 B Hex.

®3T pna MIIC VI — npenapar Harnazum, MexayHapoJIHOE€ HEMAaTEHTOBAaHHOE
Ha3Banue ["ancynbdasa. Perucrpanuonnsiii Homep B Kazaxcrane: PK-JIC-5Ne020729
ot 2014-08-05. KonneHTpat ajis IpUTrOTOBICHUS pacTBOpa sl MHPy3ui, 1 mr/mi.
lancynedaza mnpencraBmsieT co0OM  OYMINEHHYIO PEKOMOWHAHTHYIO  (opMmy
yenoBedeckor N-aleTwiragakTo3aMuH-4-cynbdara3el. B kadecTBe 3K30r€HHOTO
dbepMeHTa rajncynbdaza TPOHHKAET B JIM30COMBI M ycuiauBaeT karabommsm ['Al.
[locTynnenue rancynbdassl B JU30COMBI OCYHIECTBISIETCS IIYTEM CBS3bIBAaHUS
MaHHO030-6-pocdara co cnenudpuyeckumMu MaHHO30-6-hochaTHRIMU pelenTopaMH.
Jlo31upoBKa MPOBOIMIIACH COTJIACHO MHCTPYKIUH - IMr/Kr 1 pa3 B He.

Meron TpUrOTOBIIEHUS pacTBopa [JIsi HMHQPY3UH BCEeX TpeX IMpernapaToB
uaeHtuyeH. [Ipurorosnenue nHGY3MOHHOTO pacTBOpa MPOBOIUIIOCH B IPOLIEAYPHOM
kabunere. 3a 30 MuH 10 Havana WHQPY3UU TpemapaT JOCTABaU U3 XOJOIUIbLHUKA C
LETbI0 JOCTHKEHUST UM KOMHATHOW TeMmmeparyphl. Jlanee HyX HOE KOJIUYECTBO
¢1aKOHOB pacTBOPSUIIOCH B acenTuyeckux ycnoBusax B 0,9% NaCl (¢uznonorunueckom
pactBope). O0BeM (PU3HOTOrHUECKOro pacTBOPa 3aBUCEN OT Beca MallUeHTa, CIIH BEC
tesna MenbIne 20 kr To ucnonb3oBanu 100 mut ¢pus.p-pa, u 250 M pu Bece 6omee 20kr.
Nudy3us mpoBogmnace depe3 mHpy3zomatr fmS B Broun ¢ HavanbHOW CKOPOCTHIO
omMi/4ac, mamee - Kaxable |5 MHUH TpH OTCYTCTBHHM QIIJIEPTUYECKON peakiuu
yBennuuBarh 10 12,18,24,30,36,42 mu/gac. Bpems nady3un coctarisio oT 3 g0 4
gacoB. [lepssie 2 nady3un npoBoaunuck B ycnoBusx OAPUT ¢ npenBaputenpHOMA
npeMeIuKanuend TIIOKOKOPTUKOCTepouaaM (MpPeIHU30JI0H M3 pacuera IMI/KT) u
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AHTUTMUCTAMHUHHBIM ITPENapaToM (CyIpacTHH/aIEpronpecc B BO3PACTHOMN 103UPOBKE)
B/B crpyiiHO. Ilocnenyromue HHQY3MHM NOPOBOAWINCH B CTAallMOHApE IO MECTY
KuUTenbCTBa. [Ipemeaukaius eme npoaoKaaoch B TEUCHUE CIECAYIOMUX 5 UHPY3Uid,
OTMEHA MMPOBOAWIACH IPU OTCYTCTBUU PEAKLMM, CBSI3aHHBIX C BBEJICHUEM IIpenapara.
Bo Bpemsi uHpy3un npoBoawiics MOHUTOpPUHT AJl, myjbca, 4acTOThl JbIXaHUS,
TEMIIEpAaTypbl U caTypauuu. [Ipy MMEOmMUXCA KaTapaldbHbIX SBICHUAX U BBICOKOU
TeMIeparype HHQy3usi OTKIaAbIBAIACh 10 BbI3IOPOBIICHUS.

KomniiekcHoe nepcoHu(puunpoBaHHoOe JieYeHUe BKII0YAJIO B ce0sl OCHOBHYIO
@®3T u cuMnToMaTHYECKuWe Mpenaparbl, B 3aBUCUMOCTH OT (PYHKIMOHAIBHOIO
COCTOSIHUS CEPAEYHO-COCYAUCTON CUCTEMBI MMAITUEHTOB.

CumnTomMaTHyecKUe MpenapaTsl: JJs CHUKEHUS IOCTHArpy3KH Ha3Hayajics
unruourop AIl® (kanronpui), u3 pacuera no 0,1 mr/kr 3 pa3a B ieHb B TeueHue 1 mec;
C 1IEJIbIO CHIDKEHUSI PETHATPY3KH - METIeBble TUYPETUKU GypOCEMU CyTOUHAs 103
u3 pacueta Imr/kr 1 pa3 B 1eHb B TeUeHHUE 5 AHEH, Aajiee aHTOTOHKUCT aJlbJIeCTEPOHa,
KanuiicOeperarouil TMypeTUK BEepOIINMUPOH CyTOYHAs J103a U3 pacyera Imr/kr 1 pas
B JIEHb B TeueHue 1 mec.

2.5 MeToabl cTaTHCTHYECKOH 00pa0OTKH JTaHHBIX

Craructudeckast 00paboTka MaTepraaoB MpoBouIack B mporpammax IBM SPSS
Statistics 23 u Excel 2013.

[TepeMeHHbBIC HCCIEAOBAHUS SIBISIOTCS KOJIHMYECTBEHHBIMU M HENPEPBIBHBIMU.
Jlist ompeneneHusi CTaTUCTUYECKUX KPUTEPUEB IMPEABAPUTENIBHO YCTaHOBIUBAJIOCH
NOJYMHEHUE TEPEMEHHBIX 3aKOHY HOPMAaJbHOrO pactpezeneHus. Pacder kaxmon
nepeMeHHoi mpoBoauics B mporpamme IBM SPSS Statistics 23. Otmeuanoch
OTKJIOHEHHE HEKOTOPBIX MIEPEMEHHBIX BIIPaBO, IPYTUX ke BIEBO. [OMOTHUTENBHO s
MPOBEPKU TEPEMEHHBIX HCIOJIb30BAUCh KpuTepuu Shapiro-Wilk ams  mamoro
KOJIMYECTBA MCCIIEOBaHUM, MO pe3yibTaTaM KOTOpPOTO OBLJIO BBISABIEHO, YTO BCE
MEPEMCHHBIC TOJYMHAIOTCS 3aKOHY HOpMasibHOro pacmpenencHus [214]. Onmnaxo,
Majbeie BbIOOpKH (<20 3HaYeHWH NPUOIUZUTEIBHO) PEIKO JIEMOHCTPHPYIOT
OTKJIOHEHHE OT HOPMAJIbHOCTU MPHU MCIOJIB30BAHUH OOJBIIMHCTBA TECTOB, BKIIOYAS
kputepun Shapiro-Wilk. M3-3a manbix pazmMepoB BEIOOPOK, MPOaHATM3UPOBAHHBIX B
pabore, MOCTM)KEHHE JOCTATOYHOW CTATUCTHUYECKOW MOIIMHOCTH MPEIACTaBIsUIOCH
MaJIOBEPOSITHBIM, COOTBETCTBEHHO, BEPOSITHOCTh MOJYYEHUS JIO)KHOOTPULIATEIBHOTO
pe3yibpTaTta OblIa BBICOKA. B CBSI3M € ATUM BBIIEU3IIOKEHHBIM IS ONpEACICHUs
CTATUCTUYECKON 3HAYMMOCTH Pa3IMuUi NmapHbIX (IOBTOPHBIX) U3MEPEHUN COTIIACHO
CXEM€ «JI0 W TIociie» ObLI MCTIOIb30BaH HEMapaMeTPUIeCKUuil TecT BuikokcoHa, ais
KOTOPOTO HOPMAaJbHOCTh paCHpeleNieHus JaHHBIX HE SBISETCA HEOOXOIUMbBIM
ycnmoBueMm [215].
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3 KJIUHUKO-MUJIEMHUOJOT MYECKHUE OCOBEHHOCTH
MYKOIMOJUCAXAPUI030B Y JETE B KASAXCTAHE

3.1 dnuaemuosorus MykonoJucaxapuao3os B Pecnyosnuke Kazaxcran

B  Kazaxcrane MIIC otHocsiTcs K  peakuMm  3a00ji€BaHUSIM,  HO
pacripocTpaneHHOCTh ero emie HeusBecTHa. B 2009 rony BmepBeie B Kazaxcrtane
Havyaiau npoBoauTh AuarHoctuky MIIC y nmerei, myreM omnpeneneHus aKTUBHOCTH
JU30COMaNIbHBIX (hepMEHTOB B JeiikouuTax KpoBu. K sTomy mepuony Ha ydere
HaXOJWJINCh BCETrO Tpoe JeTel, KOTOpbIM Bepu(HKalus Juar€o3a IMpoBeAeHa 3a
py6exom, u3z Hux 1 ¢ MIIC |1, 2 ¢ MIIC VI. C 2009 unet aktuBHas pabota no paHHEMY
BBISIBJICHUIO JaHHOW maronoruu cpenu nereit B Pecnydnuke Kaszaxcran.

Ha npanssiit momenT B PecnyOnuke Kaszaxcran pasznuunsie Tunsl MIIC
ycTaHoBleHbl y 46 gereil. Ilpu pacnpeneneHur uX 1O  HalMOHAIBHOM
HPUHAJICKHOCTH OCHOBHYIO 1104110 (78,2%) cocTaBmu 36 mpeicTaBUTEIIeH Ka3aXcKou
HAIIMOHAIBHOCTH, Jaynee - 5 manueHToB pycckor HanumoHambHocTH (10,8%); mo 2
TYpelKOH W Ta/PKUKCKOM HanumoHanmbHOCTed (mo 4,3%); 1 mamueHT y#rypckoi
HanmoHaimbHOCTH (2,1%). Ilo mMmoMOBOMY pachpeaesiecHui0, B OCHOBHOM, ObLIH
MaJIbYMKH - 33 MaleHTa, 4To coctaBmwiio 71,7% ot obmiero yucia namueaTos ¢ MIIC.
JleBouek cpeau HuX 06110 13 (28,3%).

Cpenu nereit, HAXOIUBIIKUXCS MOJ HaOMtOIeHHEM, ObLTH cuOChl. OJ1HA ceMbsl, T1e
y Tpoux aerer Ob1 BeicTaBieH auarno3 MIIC IVA, no neoe nereit ¢ MIIC | - B Tpex
cembsix, ¢ MIIC Il - B nByx cembax u ¢ MIIC VI - B oxgHoii cembe. OT
OJIM3KOPOACTBEHHOTO Opaka, TIe POAMUTEIN SIBISIOTCA IBOIOPOJHBIMU OpaToM W
CECTpOM, POXKIEHBI 3 marueHToB - 1Boe cuocoB ¢ MIIC | u onna nesouka ¢ MIIC VI
tuna. HarmonaneHast NpuHAIEKHOCTh ATUX CEMEH - TaPKUKU U TYPKH.

3a mepuojn wuccinegoBaHUs U3 406 mMalMEeHTOB ObUIM TpHU Cily4as JIEeTalbHOTrO
UCXO0/a, CBSI3aHHBIX C CEPJIEYHO-JIETOYHONW HemocTaToyHocThio: 2 cubca ¢ MIIC |,
nonyuasmue ®3T ymepnu B Bo3pacte 5 u 6 ner u 1 manpunk ¢ MIIC Il, ne
nonyudasmuii @3T B Bo3pacte 25 ner. Pacnpenenenue mo tumam ObUTO CIAEAYIOIINM
HambOonee dame auarHocTupoBaHHbli Tunm - MIIC |l (cunmpom Xanrtepa) B
ronmuuectBe 20 manuentoB (43,4%), 13 (28,2%) nereit ¢ MIIC | (cunmpom I'ypiep,
['ypnep-1lleiie, lleite), 8 (17,3%) mauuentoB ¢ MIIC VI (cuaapom Maporo-Jlamu) u
5 netreit (10,8%) ¢ MIIC IV A (curapom Mopkwo).

Pacuet pacnpocTtpanennocty npoBoauics 3a nepuoj ¢ 1998 mo 2016 rox, raoe
KOJIMYECTBO MAIIMEHTOB € YCTaHOBIEHHBIM auarHozoM MIIC nenunoch Ha oOmiee
KOJIMYECTBO XKUBOPOXKICHHBIX 3a ITOT K€ mepuoi. M3 Hammx HaOIrofeHU ObLI
uckimroueH naruedT ¢ MIIC 1, ymepmmii B Bo3pacte 25 net (1984 rona poxmenus),
JIMarHo3 eMy ObLT yCTaHOBJIEH B Bo3pacte 4 net, B 1988 rony.

Takum ob6pazom, pacuersl yactoThl matojorud Ha 100 000 >kMBOpOKIEHHBIX
npoBenensl 3a nepuoa 1998-2016rr. B cBsi3u ¢ 3TuM nanbHEWINN peTPOCTIEKTHBHBIHN
aHaNMM3 MPOBOJWJICS NJIsl TMAIMEHTOB B KosimuecTBe 45. Pacmpenenenwe mo Tumam
coctraBuiio: MIIC | - 13 nereii (28,8%), MIIC Il - 19 nereii (42,2%), MIIC IVA -5
neteit (11,1%) u MIIC VI - 8 nereii (17,7%).
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[lonydeHHble pe3ynbTaThl MO HW3Y4YeHHIO pacnpoctpaHeHHoctn MIIC B
Pecny6nuke Kazaxcrtan npejicrtaBieHbl B Tabnule 4.

Tabmuua 4 — Pacnpoctpanennocts MIIC B PecnyOnuke Kazaxcran nwa 100 000
KUBOpOKACHHBIX (1998-20161T).

Tun MIIC KonnuecTtBo YacTtoTa Ha 00I111e€ KOJIMYECTBO Yacrora Ha 10°
[IAI[HEHTOB YKUBOPOKICHHBIX YKUBOPOKICHHBIX
MIIC I 13 1 na 456527 0,22
MIIC II 19 1 ma 312360 0,32
MIICIV A 5 1 na 118697 0,08
MIIC VI 8 1 na 741856 0,13
Bcee tunsl 45 1 ma 131885 0,75
MIIC

3a nepuon 1998-2016rr B Pecnny6nuke Kazaxcran poawnocsk 5 934 853 nereid,
KOJIM4eCTBO BapbupoBasio oT 221 478 no 399 951. 3a nannsiii nepuoa nuarno3 MIIC
OBLT yCTaHOBJIEH Y 45 ManneHToB.

Peructpupyemasi pacnpoctpaneHHoctb coctaBwia 0,75 na 100 000
KUBOpPOXKICHHBIX. OpHako, nmaHHas Mudpa HE MOXKET OTpaxaTb pPeaTbHYIO
pacrpoCcTpaHeHHOCTh 3a0o0seBanus, Tak Kak aquarao3 MIIC ycranaBnuBaics y aeren
o 00paIaeMoCTH.

Pacnpocrpanennocts nmo tunam cocrabuia: MIIC | —0,22; MIIC 11 - 0,32; MIIC
IV —0,08; MIIC VI -0,13.

VYuuThiBasi BBINIEU3IOKEHHOE, MOKHO KOHCTaTupoBath, yTo MIIC |l gaBnsercs
caMbIM pacrpocTpaHeHHbIM THIIOM B PecnyOnuke Kazaxcrtan. boiasneie MIIC Il B
Pecnnyonuke Kazaxcran B 89,4% ciyyaeB SBISIIOTCS TNPEICTABUTEIISIMU Ka3aXCKOH
MOMYJIAIMH. 32 MepHo]T HaOI0ICHHUS He ObLIIO TUarHOCTUPOBAHO HU OJHOTO CIydas C
MIIC IVB, Ill u MIIC VII.

MIIC pacnpocTpaHeHbI IO BCEMY MUPY, OJHAKO, UMEIOT MECTO PETHOHAJIbHBIC
OTIIMYMS B WX pacmpeziencHuu. Tak, HambOosiee yacto B PecmybGiuke Kazaxcran
muarsoctupoBad MIIC Il tuma (cuaapom Xantepa), ¢ dacroroit 0,32 ma 100 000
HACEJICHMS, YTO BBINIE ITOKa3zaresie EBponedckux crtpaH, Takux kak Ilombiia,
Hunepnaunnsl, I'epmanus, ABctpus, Hopserus, lanus, [IBeuus u Yexust u HUXKe, 1O
cpaBHeHuto ¢ TaiiBanem (tabmumal). [lo manHbIM HaOMIOMEHWMN, TIPOBEICHHBIX B
IOxnoit Kopee, moutn 50% Bcex marmenToB ¢ MIIC, npenctaBieHbl CHHIPOMOM
Xanrtepa (MIIC Il), Takue xe naHHbIE B UCCIEAOBAHUSAX, MPOBEACHHBIX B SMOHUM.
MIIC |l naubomee wuacTo BCTpedaeTcs B cTpaHax A3WW, HWCKIIOYECHHEM U3
EBporneiickux cTpaH siBaseTcss DCTOHUS, T/I€ caMbIM YacThiM TUIoM sBisiercss MIIC I,
¢ pacnpoctpaHeHHOCThIO 2,16 Ha 100 000 >KMBOPOKJICHHBIX, YTO B JBa pa3a BhIIIC
pE3yJIbTaTOB IPYTUX UCCIACIOBAHUN B €BPONIEUCKON MOMYJISALMH.

BropeiM 1o gacrtote tumom B PecnyOnuke Kazaxcram ycranosien MIIC I, c
pactpoctparneHHOCTRI0 0,22 Ha 100 000 >XMBOpPOXIASHHBIX, YTO HFJKE IMOKa3aTelen
Yexun — 0,72; llIBennu - 0,67 u Boimre yeM B TaiiBane, FOxHo# Kopee n Dctonnm.
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Ha tpetbem mecte naxonutcst MIIC VI tuna ¢ pacnpoctpanennoctsio 0,13 Ha
100 000 >kMBOpOKJIEHHBIX, YTO BbIIIE MOKa3aTeiaeil HEKOTOPhIX EBpomnelickux crpaH
(tabmmua 1) u ctpan A3uu, Takux kak TaiiBanb — 6,9%, Oxuas Kopes 1,4%.

Haub6onee penkum tunom MIIC B PecniyOnuke Kazaxcran snsiercss MIIC VA
tuna ¢ pacnpoctpaneHHocTbio 0,08 na 100 000 :xMBOPOKIEHHBIX, YTO 3HAYUTEIHLHO
HUKe pe3ynbTaToB EBponeiickux crpanax. O HaKo, BbIlE YeM B DCTOHUM, I/I€ HET HU
onnoro ciydasi ¢ MIIC IV Tumna.

Cunapom Candumunmo (MIIC Ill) sensercs cambiM vacteiM THoM MIIC B
ctpanax EBpombl, B TO BpeMsi Kak MO pe3yjbTaTaM HCCIEJOBaHUM, IPOBEICHHBIX B
ctpaHax Asum (Anonus, TaiiBanb, Kwuraii, IOxunas Kopes) Hauboiee
pactipoctpanennsbiit Tun - MIIC I1. Beero B Pecniyonuke Kazaxcran nuarno3 MIIC 11
yctaHoBieH y 20 mamuentoB, 90% W3 HUX TOpEACTaBUTENN Ka3aXCKOU
HAI[MOHAJILHOCTH.

Pacuer pacnipoctpanénnoctu MIIC B paspese pernonoB PK npoBoguics nyrem
JieJieHHs] OOIIero KOJMYecTBa JAMAarHOCTHpoBaHHbIX marueHToB ¢ MIIC 3a mepuon
2000-2014rr. Ha KOTUYECTBO JKUBOPOKACHHBIX B TJAHHOM PETHOHE 32 TOT K€ MEPUOI.
Bpemennoit nepuon 2000-2014 rr. Obu1 BEIOpaH B CBA3M C OTCYTCTBUEM O(DUIIHATIBHBIX
CTAaTUCTHUYECKHUX JTAHHBIX O KOJIMYECTBE POXKIECHHBIX B OT/IEIBHBIX 00JIaCTAX 32 MEPUO]T
¢ 1998 o 2000 romaer u 2015-2016 roasl.

3a mepuoa 2000-2014 rr. B PK konnuecTBO XMBOPOXKACHHBIX cOCTaBUIIO 3 475
941, 3a stoTr xe mepuoi paznuunble TUnbl MIIC ObulM nUarHoCTHpPOBaHBI y 26
naiueHToB. B Tabnune 5 mpexacraBineHsl gaHHbIe pacnpoctpaHeHHoctd MIIC mo
obnactam Pecniyonmku Kaszaxcran 3a nepuoa 2000-2014rr.

Tabmuma 5 - Pacnpoctpanennocts MIIC B pa3pese obnacreii Pecniyonuku Kazaxcran
3a mepuon 2000-2014rr.

O0xacTe OO011EE KOINIECTBO OO01Iee KOJIMIECTBO PacnpocTpaneHHOCTb
YKHBOPOKICHHBIX JUArHOCTUPOBAHHBIX ga 100 000
MIIC JKMBOPOKJICHHBIX
1 2 3 4
Acrana 158 035 3 1,89
AKMOJIHHCKAsS 123 516 - -
001acTh
AnMatsl 267 470 2 0,74
AnMaTuHCKas 408 492 4 0,97
001aCcTh
AKTIOOMHCKAs 162 261 - -
001aCcTh
ATbIpayckas 138 262 3 2,16
00J1acTh
Bocrtouno- 224 218 - -
Kazaxcranckas
00J1acTh
JKamoOnbLickast 267 582 1 0,37
00J1acTh
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1 2 3 4
3amaaHo- 113 789 - -
Kazaxcranckas
001aCTh
Kaparanannckas 226 925 3 1,32
001aCTh
Kocranatickas 123 144 1 0,81
001aCcTh
Ke13putopanHCcKas 183 303 1 0,54
001aCTh
Mamnrucrayckas 142 682 - -
001aCcTh
[TaBnomapckas 121 152 - -
001aCcTh
Cesepo- 85 520 - -
Kazaxcranckas
001acTh
IOxHO- 729 590 8 1,09
Kazaxcranckas
001acTh

HauGonpmee xomuuectBo ciy4yaeB auarHoctupoBanuss MIIC Obuio B
ATbIpayckol 00JIacTH, TIe pacnpocTpaHEeHHOCTh coctaBwia 2,16 wa 100 000
KUBOpOXKJEHHBIX. Ha  BTOpoM  Mecte  HaxomuTcs  Topona  AcrtaHa ¢
pacnpoctpaHeHHocteio 1,89 nHa 100 000 xuBopoxaeHHbIX. HauMmensbluas
pacIrpoCcTpaHEeHHOCTh YycTaHoBIeHa B JKamOblickoit obmactu - 0,37 ma 100 000
AKUBOPOKICHHBIX.

Takum o0pa3om, pe3yabTaThl HAIIMX MCCIEJOBAaHUN JAlOT OCHOBaHUE
npennonoxuts, yro MIIC Il Gonee xapakrepeH s a3uaTckoil momynsmuu. Jlis
MOJITBEPKACHHS JTAaHHOW TUIIOTE3bl HEOOXOIUMO JajbHEHIINEe MYJIbTHUIICHTPOBBIC
MOJIEKYJIIPHO-TEHETUYECKHE UCCieAoBaHus AeTen azuarckoi nonyssauuu ¢ MIIC I,
JUTSI BBISIBJICHUSI XapaKTEPHBIX MYy TaIlHi.

3.2 Pe3yabTaThl MOJIEKYJISPHO-TEHETHYECKOT 0 UCCJIeI0BAHUS

MonekynsapHo-TeHeTUYeCKOoe UccienoBanue A Bepudukanuu nuaraosa MIIC
MPOBOJWIOCH B JlabopaTopusax YHHBEPCUTETCKON KIMHUKH ['amOypr-Omnmennopd
(I'epmanus); Hayunoro mentpa 3mopoBbsi geteit (MockBa, P®); maGopatopuu
Centogene (I'epmanus), mabopatopun Archimed Life Science GmbH (Asctpus).

Cpenu naruentoB ¢ MIIC | MonekynsipHO-TeHETUYECKOE UCCIIETOBAHUE METOIaM
MPSIMOTO CEKBEHHPOBAHUS OBLIO MPOBEJCHO S5 ManueHTaM. BEIIBIEHHBIE MyTaIlluu B
reHe |IDUA (tabmuma 6), jJ0KaiM30BaHHOM HAa KOPOTKOM Iwiede 4 XpOMOCOMBI B
no3urum 16.3: IVS9 as -1 g->t (CS128167), ¢.208C>T (p.GIn70X02), onucaHHbIe Kak
BbI3bIBaromue 3aboneBanuss M.L.Pollard B 2013 roxy u C.E. Beesley (2001) [216,
217]. OnroBpemenHo y 3 mareHToB (60%) ycTaHOBIeHBI HOBBIE MyTanuu C.1598C>T
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(p.Pro533Leu) u ¢.1709A>T (p.Asp570Val), koTopbie HE ONMUCAHBI B F'€HETHYCCKOMN
6a3e nanasix HGMD.

Tabnuua 6 — Ycranosnennslie MyTanuu B rene IDUA y nanmenTos ¢ MIIC [

Ne | Ilanmenr | I'en Myranun Jloxanu3anus | JluteparypHble JaHHbIE

1 X.A IDUA reTepO3UTOTHAS 11 sx30H Myrauus panee He
mytanwms €.1598C>T oTHcaHa
(p.Pro533Leu)
reTepO3UroTHas 12 3x30H Myranus panee He
mytanus C.1709A>T omnucaHa
(p.Asp570Val)

2 b.A IDUA TOMO3UTOTHAs 9 uHTpOH Myranus onucana
mytanmst 1VS 9 as -1 panee M.L.Pollard 2013
g->t (CS128167) (HGMD)

3 b.A IDUA TOMO3UTOTHAs 2 3K30H Myranus onucana
myrtarws ¢.208C>T panee C.E.Beesley 2001
(p.GIn70X) (HGMD)

4 XK.P IDUA TOMO3HUTOTHAS 12 5k30H Myranus panee He
MyTaIus onucaHa
c.1709A>T
(p.Asp570Val)

5 xK.3 IDUA TOMO3UTOTHAs 12 sx30H Myranus panee He
MyTaIus onucaHa
c.1709A>T
(p.Asp570Val)

B rpynme wnaGmomaembix nereir ¢ MIIC |l mMonexymnspHO-reHETHYECKOE

UccieoBaHne ObUTO mpoBefeHO 13 mamuentam (tabmuia 7). MeTtomoMm mpsMoro
CEKBEHHPOBAHHUs BBISIBIIEHBI MyTanuu B reHe IDS, jokann3oBaHHOM Ha JJIMHHOM
wiede X XpoMocoMbl B mo3uiuu 28. YV 3 marnueHTtoB (25%) ycraHOBIeHA MyTalus
€.1000G>A, omucannas R. Froissart B 1998 rony [218]. V 2 manuentoB (15,3%)
BoIssBIIeHA MyTanus C.253G>A B 3 ak30He, BrepBbic onucannas M. Rathmann (1996)
[219]. Tlo onnomy maruenty (7,6%) cCO CIEAYIONIMMUA MYTAIlUSIMH: MYyTalus
€.1025A>C, ommcannas A.C. Brusius-Facchin (2014) u  M.A. Alcantara-Ortigoza
(2016) [220, 221]; myTamms €.998C>T, onucannas panee R.H. Flomen (1992) [222].
B onHom crmydae Obima oOHapykeHa paHee He omucaHHas mytamnus ¢.776T>G B 6
AK30HE C aMHHOKHUCIOTHOW 3aMeHou (p.Leu259Arg). Meronom MLPA y omnoro
nmanyeHTa OblIa YCTAHOBJIEHAa TEMHU3WTOTHAs JEeJeIUsl OXBAaThIBAIOIIAsl AK30H 9,
ormmcanHas S. Lualdi (2006) xak BebiBaromas MIIC Il [223]. Tak xe y omgHOTO
MaIMeHTAa BBIABJICHA TeMU3UTOTHAs Aenerus oxBaTeiBaromas 5S'UTR peruon IDS rena,
ormcanHas K.M. Timms (1998) [324]; y 3 manmenToB (23%) ¢ Tsixenoit popmoit MITC
II O6p1a ycTaHOBIEHA TEMHU3UTOTHAS KOMIUIEKCHASI TIEPECTAaHOBKA MEXITY HHTPOHAMU
3 u 7 rena IDS u niceBnorena IDS-2, onucannas S. Lualdi (2005) kak BeI3pIBaromas
3aboneBanue [325].
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Tabnuua 7 — Mytauuu B rene IDS y nanuentos ¢ MIIC II

Ne | Ilanment | I'en Myranun Jlokanmn JlureparypHble 1aHHBIE
3anus

1 b.b IDS TEMU3UTOTHASI MyTalUs 7 Myranuus paHee onucasa
c.1000G>A ak30H | R.Froissart 8 1998 (HGMD)
(p.Asp334Asn).

2 b.b IDS FeMU3UTOTHAS MyTalusl | 7 3k30H | MyTtanus paHee onucana
c.1000G>A R.Froissart 8 1998 (HGMD)
(p.Asp334Asn).

3 CH IDS FEMU3UTOTHAs MyTalusl | 7 9k30H | Myranus paHee onucaHa
€.1000G>A R.Froissart 8 1998 (HGMD)
(p.Asp334Asn).

4 XK IDS FeMU3UTOTHas MyTalusl | 8 9k30H | Myranus paHee onucaHna
c.1025A>C A.C. Brusius-Facchin B 2014 u
(p.His342Pro) M.A. Alcantara-Ortigoza B

2016 (HGMD)

5 K.A IDS TEMHU3UTOTHAs JIETEIHS Myranus paHee onvcasa
3axBaThIBaIONIas 9 HK30H S.Lualdi 8 2006 (HGMD)

6 K.A IDS FeMU3UTOTHas MyTalust | 7 9k30H | Myranus panee onucana R.H.
€.998C>T (p.Ser333Leu) Flomen B 1992 (HGMD)

7 P.C IDS TEMU3UTOTHAsS JEJICIHS Myranus panee onucana K.M.
3axBaThIBAIOIIAsl yIaCTOK Timms 8 1998 (HGMD)
S'UTR

8 C.A IDS TEeMU3UTOTHAS Myranus paHee onucana
KOMILTEKCHAs S.Lualdi B 2005 (HGMD)
MepecTaHOBKA MEXKIY
MHTPOHOM 3 ¥ UHTPOHOM
7 rena IDS u nicesnorena
IDS-2.

9 I1I.B IDS FeMU3UTOTHAs MyTanus | 6 9k30H | MyTarus paHee He ONnucaHa
C.776T>G
(p.Leu259Arg)

10 | AE IDS TeMHU3UTOTHAS Myranus panee onucana
KOMIUICKCHAs S.Lualdi B 2005 (HGMD)
MepecTaHOBKA MEXKIY
UHTPOHOM 3 U UHTPOHOM
7 rena IDS u ncesnorena
IDS-2.

11 | E.E IDS TEMU3UTOTHASI MyTaIlHs 3 5k30H | MyTanus paHee omnrcaHna
€.253G>A (p.Ala85Thr) M.Rathmann B 1996 (HGMD)

12 | EM IDS TEMU3UTOTHAS MyTaIlHs 3 5k30H | MyTanus paHee omnrcaHna
€.253G>A (p.Ala85Thr) M.Rathmann B 1996 (HGMD)

13 | ILb IDS TE€MU3UTOTHAs Myranus paHee onucaHa
KOMILIEKCHAas S.Lualdi B 2005 (HGMD)
MepecTaHOBKA MEXKIY
UHTPOHOM 3 U UHTPOHOM
7 rena IDS u nceBiorena
IDS-2.
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MonekyIsipHO-TEHETUYECKOE UCCIIEI0BaHUE, MPOBeAEeHHOE S5 nanuentam ¢ MIIC
IVA meTonoM mpsiMOro CEKBEHHPOBAHUS BBISIBUIIO paHEE HEOIMHUCAHHBIE MYyTalluu B
reHe GALNS, nokanu3oBaHHOTO Ha JUIMHHOM Iuiede 16 XpoMocoMbl B no3unuu 24.3
(tabnmuna 8). YV oanoro manueHta (20%) B rOMO3UTrOTHOM BapuaHTE B 3K30HE 14
ycTaHoBieHa mytanus c.1519T>C, koropas npuBOANUT K TaKOW K€ AMUHOKHCIOTHOM
3aMmeHe kak npu mytanuu €.1520G>T (p.Cys507Phe), onncannoit A. Morrone B 2014
rony kak npuunna MIIC IVA [226]. Cu6Gcbl (40%) ¢ paHHee He ONMUCAHHOW MyTaluei
€.972A>G p.Y191C B sk30He 6 U aBe u3BecTHble myTanuu: C.463G>A p.G155R B 5
sk30He U C.1462G>A p.V488M B sk30He 13 00e myranuu ObUIM ONHKCAaHBI paHee
S.Bunge (1997) u T.Ogawa, (1995) [227, 228]. OauH mManKUEHT C BICPBBIC
ycTaHOBJIeHHbIME MyTarusimu €.571delG B sk3one 6 u €.983C>T (p.Ala328Val) B
sk30He 10. YV ogHOrO maiueHTa BbISABJICHBI yCTaHOBIEHHbBIE paHee S.Bunge (1997) u
N.H. Lee (2012) myraruu ¢.481G>A (p.Glyl61Arg) u ¢.590A>G (pTyrl97Cys) [227,
229].

Tabmuia 8 — Myranuu B rene GALNS y manmenTos ¢ MIIC IVA

Ne | Tlamment I'en Myranun Jloxanuzanus JlutepatypHsie
JTaHHBIC

1 2 3 4 5 6

1 |AT GALNS TOMO3UTOTHAs MyTarus | 14 5x30H Myranus panee He
€.1519T>C oTMcaHa
(p.Cys507Arg)

2 |EA GALNS c. 481G>A 5 9K30H Myranus panee
(p Gly161Arg) ommcana S.Bunge B

1997 (HGMD)
¢.590A>G 6 9K30H Myranus panee
(p Tyr197Cys) omucana N.H.Lee B
2012 (HGMD)

3 | KT GALNS reTePO3UTOTHAS 5 9K30H Myranus panee
MyTaIus omnncana S.Bunge B
€.463G>A (p.G155R) 1997 (HGMD)
reTepO3UTrOTHAS 13 sk30H Myranus panee
MYyTaIus onucana T.0gawa B
c.1462G>A 1995
(p.VvV488M) (HGMD)
reTepo3UTroTHas 6 SK30H Myranus panee He
MyTalus omucaHa
c.572A>G (p.Y191C)

4 | K.H GALNS reTEPO3UTOTHBIE 5 9K30H Myranus panee
myrauuu c.463G>A onucaHa S.Bunge B
(p.G155R) 1997 (HGMD)
reTepO3UTOTHAsS 13 aKx30H Myrarus panee
MyTalus onmcana T.0gawa B
€.1462G>A (p.V488M) 1995
c.572A>G (p.Y191C) | 6 3k30H Myranus paHee He

omHcaHa

o1



[Iponomxenue Tadnuibl 8

1 2 3 4 5 6

5 |CA GALNS reTepO3UrOTHAS 6 K30H MyTauus panee He
mytanus €.571delG omHcaHa
(p.Glu191Argfs*14)
reTepO3UTrOTHAS 10 sx30H Myrauus panee He
mytanwms €.983C>T oTHcaHa
(p.Ala328Val)

Y 7 nmaumentoB ¢ MIIC VI Obuto mpoBeneHO MOJEKYISIPHO-TEHETHYECKOE
ucciegoBanue rena ARSB, nmokanmu3oBaHHOTO Ha JUIMHHOM IJIEY€ XPOMOCOMBI 5 B
nozutuu  14.1. Pe3ynbraThl mpeacTaBieHbl B Tabnuie 9. MeroaoMm mpsMoro
cekBeHrupoBanus B rene ARSB B 85,7% BrisiBiIeHa roMo3uroTHast mytaius C.275C>A
(p.Thr92Lys) B sk30He 1, onucanHas panee L. Karageorgos B 2007 roay [230]. ITo
onHoMy pebenky (14,2%) co ciaeayronuMu MyTallUusIMU: T€TePO3UroTHAS MyTallvs B
sk3oHe 2 C.430G>A p.Glyl44Arg, onucannas panee L. Karageorgos (2007) u
D.Isbrandt (1994); rereposuroTtHas myrtaius €.523T>G (Tyrl75Asp), omucaHHas
panee J. Zheng (2014) [231]. ¥V oanoro manueHta (14,2%) BrepBbie ycTaHOBJICHA
HOBas paHee He OMHMCcaHHas MyTalus B 9k30He 8 €.1544C>T (p.Pro515Leu).

Tabmuma 9 - Myramnuu B rene ARSB y nanuentos ¢ MIIC VI

Ne TTanment T'en MyTtanuun Jlokann3anus JluteparypHblie JaHHbIE
2 3 4 5 6

1 |AK ARSB ["'omo3uroTHas 1 5x30H Myranus panee onucana
mytarnus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys) (HGMD)

2 | AT ARSB ["'omo3uroTHas 1 5x30H Myranus paHee onucana
myTtanus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys) (HGMD)

3 | MA ARSB ["'omo3uroTHas 1 5x30H Myranus paHee onucana
myTtanus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys) (HGMD)

4 | KE ARSB ['omo3uroTHas 1 5x30H Myranus paHee onucaHa
mytanus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys) (HGMD)

5 | T.I ARSB T'omo3urornas 8 ’K30H Myranus panee He
mytanus €.1544C>T omnucasa
(p.Pro515Leu)

6 | LA ARSB ['eTepo3uroTHas 1 5K30H Myrarus paHee onrcaHna
mytanus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys), (HGMD)
reTepO3UTOTHAs 3 9K30H Myrarus paHee omnrcaHna
myrtanus ¢.523T>G J.Zheng 2014 (HGMD)
(p.Tyrl75Asp).
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1 2 3 4 5 6

7 | MM | ARSB I'erepo3urorHas 1 sk30H Myranus panee onucana
mytanus ¢.275C>A L.Karageorgos B 2007
(p.Thr92Lys), (HGMD)
reTepOo3uroTHas 2 3K30H Myranus panee onucana
mytanust ¢.430G>A D.lIsbrandt 8 1994
(p.Gly144Arg). (HGMD)

Takum 00pa3oM Mo pe3ylbTaTaM MOJEKYISIPHO-T€HETHUYECKOTO HCCIIeIOBAaHUS
nereit ¢ MIIC I, I, IVA u VI Tunamu B Pecniybnuke Kazaxctan OblTM yCTaHOBJIEHBI
MYTallMM, BXOJSIINE B MEKIyHapoaHyto 0a3y nanueix HGMD. Haubonee yacteiMu
oputn mytaruu npu MIIC 11 - c¢.1000G>A (p.Asp334Asn) U TEeMUZUTOTHas
KOMIUIEKCHAsE TEPECTaHOBKAa MEXJy HHTpOHOM 3 W uHTpoHOM 7 reHa IDS wu
ncepnorena IDS-2, onucaHHbIe Kak W3MEHEHWs, MPUBOAAIINE K TsOKEIOW (opme
cugapoma XaHTepa, yTo OBLJIO OTMEUEHO M NpHU HAMMX HaOmoaeHusx. MyTtarus
c.275C>A (p.Thr92Lys) sBunock Hanbomee yacroit (85,7%) nmpu MIIC IV. BmecTe ¢
TeM OBbUIM BBISIBJICHBI paHee He omucanHble myrtanuu: MIIC 1 - ¢.1598C>T
(p.Pro533Leu), c.1709A>T (p.Asp570Val); MIIC Il - ¢.776 T>G (p.Leu259Arg); MIIC
IV A - ¢.1519T>C (p.Cys507Arg), c.571delG (p.Glul91Argfs*14), c.983C>T
(p.Ala328Val) u ¢.572A>G (p.Y191C); MIIC VI - ¢.1544C>T (p.Pro515Leu).

BrisiBnennbie HoBble MyTanuu y 30% CBHIETETBCTBYIOT O HEOOXOAMMOCTHU
TanbHENINX reHeTnYeckux uccienopannii mamuenToB ¢ MIIC I, II, IVA u VI tumnos
B PecnyOnmke Kazaxcran c 1eiapl0 yCTaHOBIEHUSI T€HETHUYECKUX OCOOCHHOCTEH,
XapaKTEePHBIX JJIs1 Ka3aXCKOM MOMYJISIIHH.

3.3 KinHuyeckasi XapakTepucTUKa 00JIbHBIX ¢ MYKONOJIMCAXAPUI03aMU

3.3.1 O6mas xapaktepuctuka nereit ¢ MIIC 1, II, IVA u VI Tunamu.

[Tox nammm HaGmroaeHneM Haxoauinuch 10 nereit ¢ MIIC 1 tuna. Bepuduxarus
JMarHo3a BCEM JIETSM OCYIIECTBIECHA Ha OCHOBaHWM DJH3UMOJUATHOCTUKU -
BBISIBJICHUE CHIDKEHHOTO YpOBHs (hepMeHnTa anbda-L-uayponnnassl, cpequuii ypoBEeHb
depmentra 0,3 pumol/l/h (mopma 0,7 pmol/I/h). WcciaenoBaHus BBIMOJHEHBI B
nabopatopun Universititsklinikkum Hamburg-Eppendorf (I'epmanus), taxxke 5
MarMeHTaM IMPOBEJICHO MOJEKYJISIPHO-TEHETHUECKOE HCCIeOBAaHUE B JIabopaTopuu
TeHETHKU W KIETOYHOW Owmonoruu HaydnHoro meHTpa 3mo0poBbs nered (r.Mocksa,
Poccuiickas deneparus).

[To momoBoMy pacnpeeIeHuIo MPENMYIIIECTBEHHO ObUTH JI€BOYKH, B KOTUYECTBE
6 (60%) u 4 manpurka (40%). CpenHuit Bo3pacT malueHTOB HAa MOMEHT HaOJIIOIEHUS
coctaBun 6,3+4 net (ot 2 go 15 ner), Me=5,5 ner. Cpeanuii Bo3pacT MOCTaHOBKHU
nuarnoza MIIC 6wt 3,6£2,2 rona (ot 1 go 8 mer), Me=3,5 ner. Jlo ycraHoBieHuUs
muaraoza MIIC Bce metw HaOMIOMANMCh Yy HEBPOMATOJIOTA MO MECTY JKHTEIbCTBA C
JMarHo3aMu: JIETCKUU 1epeOpalibHbI Mapainy, TMIepTeH3UOHHO-TUAPOLePaTbHbIN
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CUHJIPOM, 3aJIepKKa MCUXOMOTOPHOro pa3Butus. [lo sTHHUYECKOMY pacnpeleNeHUIO:
oOcleyemMble ObUIM B OCHOBHOM Ka3aXCKou HanuoHaiabHOCTH (60%), ABa mamueHTa
TaJKUKCKON (20%) U 1Mo ogHOMY peOEHKY TYpeLUKOW M PyCcCKOM HalMOHAJIbHOCTEH
(10%). B Tpex cembsix ObLIO 110 Ba cMOCaA, B OAHOM Cily4ae OJM3KOPOICTBEHHBIN Opak
- POAUTENH MPUXOASATCS IPYT APYTy ABOIOPOIHBIMU OPATOM U CECTPOH.

C BepuduuupoBanubiM nuarHozom MIIC Il tuna mox HammMm HaOMOAEHHEM
Haxonuinuch 18 nereit. Ilo pe3ynbratam ucciaeqOBaHUS aKTUBHOCTHU JIM30COMATbHBIX
(dbepMEeHTOB B JIEHKOIIMTaX KPOBH, MPOBEIeHHBIN B 1abopaTtopun Universititsklinikum
Hamburg-Eppendorf (I'epmanusi), y Bcex aeTed ObLI BBISBICH CHH)KCHHBIH YPOBEHD
dbepMmenTa unypoHar-2-cynbarasa: cpeauaee ero s3nauenue 2,3 umol/l/h (Hopma >5,6
umol/l/h). Bo Bcex ciyyasix iuarao3 ObUT MOATBEPIKICH MOJICKYJIIPHO-TEHETHUECKUM
uccienoanueM B jabopatopusax Universitdtsklinkkum Hamburg-Eppendorf u
Centogene (I'epmanusi). I[lo HamuoHAIBHOM NPUHAMICKHOCTU OOJBIIUHCTBO
HaOmonaBmuxcs Aeteil Obun kazaxamu — 15 (83,3%), mpexacraButeneld pycckoi
HaroHaabHOCTH — 2 (11.1%) u 1 (5,5%) — y36ekckoit. CpenHuii BO3pacT Ha MOMEHT
HabmoaeHus coctaBui 7,05+4,1 roxa (ot 10 mecses no 16 mer), Me=6 net. /Ilmaraos
MIIC ycraHoBIieH B cpeiHeM B Bo3pacte 5,9+3 roaa (ot 4 mecsiies o 12 net), Me=5,5
net. Jlo ycranoBnenus nuarnoza MIIC Bce netu HaOMOAaMMCh Y HEBPOIATOJIOTa 110
MECTY JKUTEJIbCTBA CO CICAYIOIMIMMHU AUArHO3aMHM: JETCKUH 1epeOpaabHbIi mapainyg;
TUNIEPTEH3MOHHO-TUIpoIIedaTbHbIH CHHAPOM; 3aJIepKKa TICHXOMOTOPHOTO Pa3BUTHUS.
Cpenn nabmogaembix 18 nmereit 11 (61,1%) ManpunkoB UMeNH TKEAYr0 Gopmy
3a0o0eBaHusi, C MPOTPECCUPYIONIEH HHTEIJIEKTyalbHOU 3azepxkkoid, 4 (22,2%)
CpellHEel CTENeHU THKECTH C YMEPEHHOW 3aepKKONH MEHTAJIbHOTO pa3BUTUS U 3
(16,6%) nerkas ¢opma ¢ COXpaHHBIM HMHTEJUIEKTOM. B NByX ceMbsix ObUIO MO JBa
cubca c¢ ycranosineHHsiM MIIC II. ¥V omHOM M3 3THX ceMell Mo JMHUU MaMbl €CTh
JBOIOPOAHBIN OpaT Tak ke ¢ auarHoctupoBaHHbiM MIIC II. ITomumo 3TOrO0, Cpeau
00CIeIOBaHHBIX CEMEW €CTh TPU CEMbU POJICTBEHHOM MO KEHCKON JIMHUHU, B KaXKION
no ogHoMy narnuenty ¢ MIIC II Tsoxenoit, mporpeccupyromiei Gopmal.

Huarno3 MIIC IVA (cungpom Mopkuo) ObUT yCTaHOBIEH y S5 AeTel Ha
OCHOBAaHMU DH3UMOJMATHOCTUKH M MOJIEKYJISIPHO-TEHETUYECKOTO0 HCCIEIOBAHUA.
Cpennuii ypoBeHb (epMEHTa rajakTo3aMuH-6-cynbdar cynbdaraza 0,78 pumol/l/h
(HOopMa > 5,3 umol/l/h). Tlo momoBoMy pacupenesIeHHIO MPeBaTUPOBATN MAIBUYUKU B
konuyectBe 4 (80%), u 1 npeBouka (20%). Bce 5 nerelr ObuiM Ka3aXcKoOW
HanunoHanbHOCTH. Cpenu nereii ¢ MIIC IV A 6siu 3 (60%) cubca. CpenHuii Bo3pact
Ha MOMEHT oOcienoBanusi coctaBuin 6,4 £4,3 ner (ot 2 ner -11 ner), Me=4 rona.
CpenHuii Bo3pacT Ha MOMEHT ITOCTaHOBKHM JHarHo3a coctaBmi 5,8+3,9 mer (ot 2-12
net), Me=4 rona. [lo HarmonaneHOMYy pacupeneneHuto Bce 100% Obutn Ka3axcKoi
HallMOHAJIbHOCTH.

MIIC VI (cuamnpom Maporo-Jlamu) BepuduimpoBan y 8 nereld B CTpaHe Ha
OCHOBaHUU HH3UMOJIMATHOCTUKU M MOJIEKYJISIPHO-TEHETUYECKOI'0 HCCIEOBAHUS.
Cpennuit ypoBeHb ¢epmenta apwicyinbdartazei-B 19,1 pmol/l/h (mopma > 34,0
umol/l/h). lanee wmcciaenoBaHus MPOBOAMINCH JUIA JeTed B KoiawdectBe 7. OmauH
MalKUeHT ObUT UCKIIIOYEH U3 MCCIIEIOBAHUS, TaK KaK BO3PACT HA MOMEHT IPOBEACHUS
HaOmoneHuit 6w 26 net. [lo monoBoMy pacrpeneseHuo MpeBaaIupoBain JEBOUYKH B
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konmuuectBe 4 (57,1%), u 3 manpumuka (42,8%). B 71,4 % (5 nereit) manueHTsl ObLIN
Ka3axckoil HauumoHanbHOCTH, mo 1 (12,5%) pebenky Typeukoil u yHTypcKon
HanunoHanbHocTel. Cpeau neteit ¢ MIIC VI 6butn 2 (25%) cubca. Cpeanuii Bo3pacT
Ha MOMEHT obclieioBanus coctaBui 7+2,7 net (ot 4 g0 11 ner), Me=6 net. Cpeauuii
BO3pAacCT MOCTaHOBKHU uarHosa 4,4+2,2 roga (ot 2 go 8 net), Me=4 roxa.

B tabnuue 10 mpeacrasieno pacnpeaenenue aereit ¢ MIIC B 3aBUCUMOCTH OT
110JIa ¥ BO3pacTa.

Tabnuua 10 - Pacnipenenenue aereit ¢ MIIC B 3aBucumMocTH OT BO3pacTa U moJjia

Tun Yucno Bo3spacr Ha Bo3pact nocranHoBKH Myx Ken
HaOJIIOICHU I MOMEHT nuarsosa, Me % %
HCCIIeI0BaHUs,
Me
MIIC 1 10 5,5 3,5 40 60
MIIC |1 18 6 5,5 100 -
MIIC IVA 5 4 4 80 20
MIIC VI 7 6 4 57,1 42,8
Bceero 40 6 4 72,5 27,5

3.3.2 Mopdodenorun aereit ¢ MIIC I, I, IVA u VI Tumamu

Knunnueckn tsxenoe tedenue MIIC I, ¢ BbIpaK€HHBIMU TOPaXKEHUSIMU U
NOCJIEIYIOIIUM MIPOTrPECCUPOBAHUEM NaTOJIOTUYECKOTO npoiecca
KapJIUOPECIUPATOPHON CHCTEM, BBIPAKEHHOM 3aJ€p’KKOM MEHTaJbHOI'O pa3BUTHUS,
HapyILIEHHEM TOBEeAECHUS B BUe arpeccun otMedeHo y 3 (30%). Y nmonoBuHsbI nereit
(50%) mcuxo-pedyeBoe pa3BUTHE COOTBETCTBOBAJIO BO3PACTY, MEHTAJIbHAS 3aJIepPiKKa
JIETKOM cTeneHu Oblia oTMeueHa y iBoux jaeteit (20%). Y 100% neteit ObLT TUHITMIHBIHN
Mopdodenotun: runocratypa, Makpouedaius, MUPOKHE U HU3KO PACIOJIOKEHHbBIE
VIIHBbIE PAKOBUHBI, MAKpOIJIOCCHS, Tapromian3M (IIHUPOKasi U IJIOCKas NEPEHOCHIIa,
BBIBEPHYTHIE HO3PH, TOJCThIC T'YOBI, BhIpaKECHHbIC HAJOPOBHBIC TYTH), HU3KUA POCT
BOJIOC, THUIEPTPHUX03, KOPOTKHUE KOHEYHOCTH, IIUPOKasi CTONAa, KHUCTh MO THUILY
«KOTTUCTOM  Jambl», KOCTHO-CYCTaBHbIE JAHCMOpP(GUU, TYTONMOABUKHOCTh H
KOHTPAKTYpbl B JIYYE€3alSICTHBIX, JIOKTEBBIX, IUICYEBBIX, KOJICHHBIX CYyCTaBaXx;
3aTpyIHEHHOE, ITYMHOE HOCOBOE JIbIXaHUE, Xpal BO CHE, YacThle MH(MEKIINN BEPXHUX
IbIXaTenbHbIX TyTel (mo 4-5 pa3 B rox). Y 3 nereit (30%) umeno MecTo mMymnovyHas
rpepka, maxoBasi B 10%. [lomyTHeHHE pOTOBUIBI OBUIO BBISIBICHO y 2 TMAalMEHTOB

(20%).
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Pucynox 1 — INaruent ¢ MIIC |, Pucynox 2 — ITaruent ¢ MIIC 1,
BO3pacT 15 mer Bo3pact 11 jer

Bcee manments ¢ MIIC |l umenu tunuuseiii mopdodenoTun: makpouedanus,
TUIOCTaTypa, IMUPOKUE U HUZKO PACTIOIOKEHHbIE YIIHbIE paKOBUHBI, MAKPOTJIOCCHS,
raprowinim (IMpoKas U MI0CKasi MepeHOCHUIla, BEIBEPHYTHIE HO3PH, TOJICTHIE TYOBI,
BBIPKEHHBIE HAJOPOBHBIE AYTH), HU3KUM pPOCT BOJOC, TUNEPTPUXO03, KOPOTKHE
KOHEYHOCTH, IUpOKas crona. [lopaxkeHne KOCTHO-CYCTaBHOM CUCTEMBI B BUJIE KHUCTH
M0 TUITYy «KOTTUCTOM Jambl», KOCTHO-CYCTaBHbIE JUCMOP(HUH, TYrOMOABUXHOCTD U
KOHTPAKTYphI B JIy4e3amnsiCTHBIX, JIOKTEBBIX, TJIEYEBBIX, KOJEHHBIX CycTaBax; Kuho3
TPYAHOTO OTJeja MO3BOHOYHMKA, nedopmarus. Tsokenas, mporpeccupyroias Gpopma
3a00JIeBaHUs C BBIPAKEHHOW MHTEIUIEKTYAJbHOM 3a/IepKKOI pa3BUTHUSI OTMEYAIach y
11 nmamuentoB (61,1%), cpenHell CTENeHH TAXKECTh C YMEPEHHOW MEHTAJIbHOU
3anepxkoit y 2 mamuenTtoB (11,1%) u 5 nmamuenToB (27,2%) ¢ HOpMaJIbHBIM TICHUXO-
pPEYEBBIM Pa3BUTHEM, COOTBETCTBYIOIIMM Bo3pacTy. [lynoyHas rpeika UMeIo MecTo y
11 marmentoB (61,1%). [lomyTHeHNE POTOBUIIEI HE OBUIO YCTAHOBIEHO HU Y OJTHOTO
pebeHka.

Pucynok 3- [Nanuent ¢ MIIC 11, Pucynok 4— INanuent ¢ MIIC 11,
BO3pact 16 ser Bo3pact 10 ser
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N3 5 nmereit ¢ MIIC IVA komiuiekcHoe oOcieaoBaHKHe MPOBEACHO 4, Tak Kak
OJIHOMY peOEeHKY JuarHo3 ObUl BBICTABIEH HENABHO 10 MECTY JKHUTEIbCTBA.
®enorunuuecku y Bcex 4 aereit ¢ MIIC IVA 6pu1 tunnunsiii aiigs MIIC IVA ¢penotun:
TUIIOCTAaTypa, Makpouedaars, KOpoTKas 1esi, HEIPOIOPLIUOHAIBHOE TEI0 (KOPOTKOE
TYJIOBUILE, YAJIMHEHHbIE BEPXHUE U HW)KHUE KOHEUHOCTH); AedopmMalus CKelera:
BaJbrycHas naedopmanus HOr; Aedurypanusi KOJEHHBIX CYCTaBOB, KHUJIEBUIHAsS
Ipy/Hasl KJIE€TKa C Pa3BEpHYTONW HUXKHEH anepTypoid, KM(o3 U CKOJM3 TPYIHOrO U
MOSICHUYHOTO OTJEJIOB IO3BOHOYHMKA. [MNepMoOMIBHOCT W pa300ITaHHOCTH
CYyCTaBHO-CBS30YHOIO ammapara. VIHTeeKkTyalbHO Bce JETH  Pa3BUBAIUCH
cooTBeTcTBeHHO Bo3pacTy. Kak u mpu MIIC Il Hu y onHoro o6cieqoBaHHOro pedeHka
HE 0TMEYaJI0Ch NIOMYTHEHUE POTOBHIIBI.

Pucynok 5-Tlarmment ¢ MIIC IVA, Pucynok 6-Ilarmuent ¢ MIIC IVA,
Bo3pact 10 ner BO3pacT 4 roja

Hetu ¢ MIIC VI umenu xapaktepHblit peHotumn: makpouedanus, rpyobie 4epTh
JUIa, MAaKpOTJIOCCUS, IIUPOKasi U TUIOCKasl MEePEeHOCHIIa, BHIPAKEHHbIE HAJIOPOBHbBIC
IyTH, HU3KUH POCT BOJIOC, TUIEPTPHUXO03; KU(PO3 TPyIHOTrO OT/AeNa MO3BOHOYHUKA,
JIOP/103 MOSICHUYHOTO OT/IeJIa MO3BOHOYHHUKA, KOPOTKUE KOHEYHOCTH, IIIMPOKHUE CTOIIHI,
KUCTU TI0O THUMY «KOTTHUCTOM Jambl»; OTpaHUYEHUE ABIXKCHHUH B JIy4e3alsCTHBIX,
JIOKTEBBIX, IIJICYEBBIX, KOJICHHBIX, Ta300€JPEHHBIX CYCTaBaxX H3-3a KOHTPAKTYP.
[Tymounas rpeika OblIa oTMedeHa y 6 marueHToB (85,7%). B 100% Obu10 BBISIBICHO
MMOMYTHEHHUE POTOBUIIHI.
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Pucynox 7-ITaument ¢ MIIC VI, Pucynok 8-ITanment ¢ MIIC VI,
Bo3pact 11 ner Bo3pacrt 13 ser

Taxkum obpazom aetu ¢ MIIC I, Il u VI TunoB uMeroT TUNIUYHBIN (peHOTHUN B
BUJIC€ THUIOCTATyphbl, Makpoledaninu, raprouanima, Makporioccuu, aedopmanuu
KOCTHO-CYCTaBHOM CHCTEMBI B BHJIE BaJIbI'yCHOU AehopMallii HIKHUX KOHEYHOCTEH,
KHU(OCKOIN03a TPYAHO-TIOSCHUYHOTO OTJ/eJIa IMO3BOHOYHMKA, KHUCTH TI0 THUIY
«kortuctor nanei». I[lammentel ¢ MIIC IVA oTimnyarorcss OT BCEX OTCYTCTBUEM
rpyOBIX YepT JIUIA U MaKPOTJIOCCUH, KUCTHU MO TUIY «KOTTHUCTOM Janbl». TUIIUYHBIM
MPOSIBJICHUEM JJIi HUX SBJISIETCS HEMPOMOPIMOHATBHOCTL TEJIOCIOXEHUSI B BUJC
YKOPOYEHHOTO TYJOBHINA W YJIJWHEHHBIX KOHEYHOCTEM IpU HU3KOM pPOCTE H
BBIpQXKEHHOM  KH(POCKOJM3E  TOPAKOJIOMOAIBLHOTO  OTAeNa  MO3BOHOYHHUKA.
denorunuyeckoir ocodeHHocTrio s aereid ¢ MIIC VI Obuio Hanuyue moMyTHEHUE
poroBuiel (100%), xotopoe BcTpeuaercsa jumb y 20% pereit ¢ MIIC I, u
orcyrcTBoBajio pu MIIC Il u MIIC IVA (tabnuna 11).

Tabnuna 11 - @eHoTunuyeckas XxapakTepucTUKa ieTer B 3aBucuMocTH oT Tuna MIIC

Kinunnueckoe MIIC I MIIC II MIIC IVA MIIC VI | Bceero
MPOSIBJICHUE n=10 n=18 n=4 n=7 n=40
1 2 3 4 5

1 2 3 4 5 6
IMapronnuszm 100+8,63 100+5 0£13,6%* 100+15,2 87,5+5,2
OtcTaBaHue B poCcTe MO 40+16,3 61,1£11,5 100% 85,7+13,2 40+7,7
Z-score <2
Kunesunnas 0+8,63 0+5 100+13,6* 0+15,2 12,545,2
nedopMarus TpyaHoit
KJIETKH
[Tynounas/naxoBas 40+16,3 61,1£11,5 0£13,6%* 85,7£13,2** | 52,5+7,9
TPBDKU
«Kortucras namay» 100+£8,63 100+5 0+13,6* 100+£15,2 87,545,2
Banberycnas 100+£8,63 100+5 100+13,6 100+15,2 100+3,4
negopMarusi HIKHAX
KOHEYHOCTEH
TyronoaBM>XHOCTH 100+8,63 100+5 0+13,6* 100£15,2 87,5+5,2
CyCTaBOB
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[Tponomxenue Tabmauiest 11

1 2 3 4 5 6
I'umepmMoOUIBLHOCTH 0+8,63 0+5 100+13,6* 0+15,2 12,5+5,2
CYCTaBOB
[MomyTHEHKE 20+13,3 0+5 0+13,6* 100+15,2** | 22,5+6,6
POTOBHIIBI
CHIDKEHHE ClTyXa 0+8,63 22,249.8 0+13,6 42,8+18,7** | 17,546,0

[Mpumeyanne: M — OMMOKK PENPE3EHTATUBHOCTH. *P3-1,24< 0,05; **p4.1< 0,05;

3.3.3 ®usunueckoe pazsutue aerei ¢ MIIC I, II, IVA u VI tunamu

Bcee netn ¢ pasmuunbiMu Thnamu MIIC poxpanncs ¢ HOpMAJIBHOW MAaccoil M
JUTMHOW Tejna, OJHAKO MPUMEPHO C 2-3 JIET oTMeYaslach 3aJiep>KKa B (PU3UUYECKOM
pazButuu. [lo nanueiM nporpammbel ANTHRO plus y 6 (60%) manuentoB ¢ MIIC |
yCTaHOBJICHA 3aJIepKKa B (PU3UUECKOM Pa3BUTHUU, B BUJIE OTCTABaHUS B JIJIMHE TEJa, B
CpPaBHEHHUM C MMEIOIIUMUCS BO3PACTHBIMU HOPMATHUBAMH B CpPEIHEM IO Z-SCOre «-
4,88». 3anepkka B Macce Tesia uMmena Mecto y 3 (30%) manueHToB, mokasareiiy Beca B
CpEeIHEM TI0 Z-score «- 3,4».

Cpenu obcnenoBannbix aeteit ¢ MIIC Il orcraBanue B pusznueckoM pa3BUTHE
osuto y 11 (61,1%), mokazarenu JJIUHBI TeJa 1O Z-SCOre ObUIM B CPEJIHEM Ha YPOBHE —
3,6. B macce tena 3anepxka ormedanach y 5 (27,7%) nanueHToB, TaHHBIE B CPEHEM
ObLTN Ha ypOBHE Z= - 4,5.

VY Bcex 4 nereit (100%) ¢ MIIC IV A, mokazarenu IJIUHBI Tea MO Z-SCOre ObLTH
B cpenHeM Ha ypoBHe — 3,6. Ilokazarenu maccel Tena 'y 2 (50%) manueHToB ObLTH B
npenenax BO3PACTHOM HOPMBI, B TO BpeMsi Kak y ocTalbHbIX 2 (50%) manueHToB
oTMeuasach 3aJiepkka B Macce Tejla Ha ypoHe Z= - 2,6.

Y 6 (85,7%) nauuentoB ¢ MIIC VI umeno mecto 3amepxka B (U3MUECKOM
Pa3BUTHH, TTOKA3ATEIHU ITTUHBI TEJIa B CPETHEM T10 Z-SCOIe «- 6,2». OTcTaBaHue B Macce
Tena otmedannock y 5 (71,4%) manueHToB, JaHHBIE B CPEIHEM IO Z-SCOre «- 3.

3anepxka B (U3MUECKOM Pa3BUTUU B BUJE OTCTaBaHUS B NMpuOaBKE B POCTE U
BECE II0 CPABHEHUIO CO CBEPCTHUKAMH SBISETCS XapaKTEPHBIM KIMHUYECKUM
npusHakoM i Bcex tumoB MIIC [232, 183].

3.3.4 Cocrostnue cepaeuno-cocyauctou cuctemsl y aereit ¢ MIIC I, II, IVA u VI
TUTIAMH

OneHKa COCTOSIHUS CEPACYHO-COCYAUCTON CUCTEMBI MPOBOAUIACH HA OCHOBAaHUU
JAHHBIX PEHTr€HOrpaMMbl OpraHoB IpyAaHo# kineTku ¢ pacueroM KTU m DxoKT, ¢
n3mepenueM K1, RWT, ®U u pyHnknum kiananHoro anmnapara cepAia. Pacimmpenne
TeHU cep/na B monepeunuke, mo KTU 610 otmedeno y 70% HabmromaeMbIX IeTEH ¢
MIIC I. KTHU B cpennem coctaBun 61%+3,8% (nopma 1o 50%). 9xoKI' no3sonuia
BBISIBUTH MTOPAKEHNE MUTPAJIBHOIO U aopTaibHOro KianaHoB cepaua B 100%. YV 80%
JE€Te UMEJI0 MECTO YIUIOTHEHHE CTBOPOK MHUTPAJIIBHOTO KJIallaHa ¢ perypruranue [
crenieru, y 20% II crenenn. ¥ 1 pedenka (10%) Ob1T coueTaHHBIN TOPOK KIAMTAHHOTO
ammapara cepAla - HEIOCTaTOYHOCTh MUTPAIbHOrO KiamaHa [ creneHu wu
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HEJIOCTATOYHOCTh aopTanbHOro knanaHa II cremenn. Ilo K/IW ycranoBineHo
pacuupenue nojocteit y tpoux aetreit (30%), cpennuit KW npu sToM coctaBui
101,329 mu/m? (ot 80 mo 135 ma/m2) (Hopma 25-75mn/M2). PacueT OTHOCHTENEHOM
TOJIIIUHBI CTEHKH JIeBOTro kenyaouka (RWT) mo3Boiami BRISIBUTh KOHIIEHTPUYECKYIO
runeptpoduto B 20% caydasx, KOHIIEHTpUYeCcKoe pemojaenupoBanue - 20% wu
aKcIeHTprUecKyto runepTpoduio B 10%, B octanbHbIX 50% OTCYTCTBOBAIM MTPU3HAKU
runeprpoduun. ¥ ogHoro pedenka (10%) orMmeuanoch CHMUKEHHE COKpPATUTEIbHOU
cnocobHoctu Muokapzaa, O cocraBuna 50%. ¥V ocranbHbiX 9 nerel cokpaTUTEIbHAS
GyHKIMs MHOKapaa Oblla YIOBIETBOPUTENbHOU, cpeaHee 3Hauenue ®U cocraBuio
68,8+6,6%.

Pesynbratel o6cnenoBanus gereir ¢ MIIC |l BeisiBUunu kapauomeranuio B 14
ciyyasix (77,7%), KTU B cpennem coctaBun 58,6+4,2%. DxoKI ycTanoBuio
nunatanus nosiocted cepama y 9 nereit (50%), KM B cpemHem cocTaBui
93,3+15mu/m?. Tlo nanasiM RWT HapylieHHe reoMeTpur MHOKap/a ObLIIO OTMEYEHO
y 13 mauuentos (72,2%) B Buae sKclieHTpuuecko runeprpoduu B 3 ciyvasx (16,6%),
KOHIIeHTpuueckoi runeptpoduu B 3 (16,6%) 1 KOHIIEHTPUUECKOTO PEMOICTUPOBAHUE
y 7 (38,8%) nanuenTtoB. [lopakeHue KIIallaHHOTO ammapaTta cepilla UMeI0 MECTO B
100% B BuE YIUIOTHEHUS CTBOPOK MUTPAIBHOTO M A0PTAJIBLHOIO KJIAMIAHOB, TIPH STOM
HEJIOCTAaTOYHOCTh MHUTPAJIBHOTO KjamaHa | crernenu Obuia BbIsiBIieHa B 11 ciaydasx
(61,1%), II crenenu B 4 (22,2%), Il crenenu y 3 (16,6%). Hapymenue dyHkuuu
AOpTaJIbHOTO KJIallaHa B BHUJIE €r0 HEJO0CTAaTOYHOCTU | cremeHu oTmedanoch y 9
narueHToB (50%), Il crenenu y 2 (11,1%). CokpatutenbHas QyHKIMS MUOKap/a Oblia
yBenuueHa y 4 manueHToB (22,2%) cpennee 3naueHue OU y gaHHBIX MAlMEHTOB
coctaBuiio 84,3+1,95%, 4TO TOBOPUT O MOBBIIICHHOW COKPATUTEIBHOM CITIOCOOHOCTH
MHUOKap/1a JIEBOTO KeJIyA0UYKa U SBISETCA UHIUKATOPOM TUNEpPYHKIIMU MUOKapaa. Y
octanbHbIX 14 manuentoB (77,7%) cokpaTuTenbHas CIOCOOHOCTh MHOKap/a Oblia B
npeaenax Hopmbl, DU B cpeanem coctaBuin 71,3+5,4%. Jlanapie oOciie1oBaHMs IeTEH
¢ MIIC IVA ycTaHOBUIIU IO PEHTTEHOIPAMME OPraHoOB IPYJHON KJIETKH YMEpPEHHOE
yBenuuyeHue mnokazarenss KTU y 3 mauuwentoB (75%), cpennee 3Hauenne KTU
coctaBuio 54,6+2,5%. Pesynprarel OXx0KI' BBIBIIM MOpa)K€HUE KIANAHHOTO
ammapara B 100%: yruioTHEHHWE CTBOpPOK aopTanbHOro kiamaH B 50% 0e3
reMOJIMHAMUYECKUX HApYIIEHUH; YIUIOTHEHHWE CTBOPOK MHTPAIBHOTO KJaraHa B
100% c nenmoctrarounocThio I ctenenu B 50%. CornacHo nokazatento KW, vu y
OJTHOTO peOeHKa He OBLIO OTMEUEHO JUJIATAIUS TTOJIOCTEH ceplla, CpeaHee 3HAaUCHHe
KJIU 56,6+1,5m/m2. Cornacho nokaszatento RWT runeprpodus He Oblia OTMEUYEHa,
onHako y 2 pereit (50%) uMeno MeCTO KOHUEHTPUYECKOE PEMOJICIUPOBAHUE
MHOKap/a, 4TO TOBOPUT O BO3MOXKHOM Pa3BUTHE KOHIICHTPUUYECKOU TUNEpTPOPUU B
Oynymem wu TpeOyeT auHamudeckoro HaOmoaeHus. CokparurenbHas QYHKIIUS
MUOKapna Obina yaosierBopurenbHod B 100% u B cpeanem DU coctaBuio
65,5+6,5%. IIpu oOcienoBannm CEPACIHO-COCYAUCTON CUCTEMBI Y anreHToB ¢ MIIC
VI Ha peHTreHorpaMme OpraHoB IpyJHOM KJIETKH TE€Hb CepAlla B MONEpPEUYHHUKE Oblia
pacuupena, cpennee 3HaueHue KTU Obuio 63,5+£3,2%. Ha DxoKI' y Bcex
oOcneayeMbIX JeTei ObUTH BBISIBICHBI TOPAKEHHUS KJIAMaHHBIX allllapaToB Cepama B
BHJIC: YIJIOTHEHUS MUTPAJIBHBIX U a0pTaJIbHBIX CTBOPOK B 100%, ¢ HETOCTaTOYHOCTHIO
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mutpaigbHoro kimamaH | cremenu B 85,7%, Il crenmenu B 14,2%. Ilopaxkenue
aopTaJbHOrO KjamaHa B BHUJE €ro HEIOCTaTOYHOCTH | cTemeHu ObLIO y OJHOTO
nanuenTa (14,2%). 1o ganaeiM K/IW nunaTamus nonocteit cepala uMeno MecTo y 1
pebenka (14,2%), nokaszatens KJIW 6bu1 110Mn/M2. YV ocTtanbHbIX 6 (85,7%) monoctu
cepaua ObiM B npengenax HopMel, cpexee KJIMW cocraBuino  52+8,8mi1/m2,
I'uneptpodus crenoxk JIK onenuBanace mo mnokazarento RWT, uTto BbIsIBUIIO
KOHIICHTpHUUYECKYyI0 Tuneptpoduio B 57,1%, KOHIIECHTPUYECKOE PEMOJICIUPOBAHUE B
14,2%, skcueHTpuueckyto runeprpoputo B 14,2%, u numb y OJHOrO MAlMEHTA
(14,2%) otmevanach HopMa. CokpaTuTeabHas CIOCOOHOCTh MHOKapja Oblia B
npenaenax Hopmel, cpeanee 3HaueHue O ovu1o 70,5+8%.

[TopakeHue cepJIeUHO-COCYAUCTON CUCTEMBI XapaKTepHO i BceX TunoB MIIC,
HO 3HaunMmo 4acto Bcrpedaercs npu MIIC I, II m VI tunax. I[lo nanHbBIM
CUCTOJIMYECKOTO JIaBJICHUS B IIPABBIX OTAENIAX cepaua H1 y oaHoro pedenka ¢ MIIC I,
I, IVA u VI tunamu He ObuTa ycTaHOBJIEHA Jero4yHas runepreHsus. B tabmune 12
NpEe/CTaBIeH yJIENbHbI Bec JeTell ¢ pa3nuuHbIMU MOP(POPYHKIMOHATBHBIMU
HapylLIeHUSIMU CepalLia.

Tabnmuua 12 - YnaensHblid Bec nereid ¢ MOphOodyHKIMOHAIBHBIMU HAPYIICHUSIMU
cepana mpu MIIC (%)

Kimmanueckoe MIIC 1 MIIC 11 MIIC IVA MIIC VI Bcero
MPOSIBJICHUE n=10 n=18 n=4 n=7 n=40
1 2 3 4 5

Junaramms 30+15,3 50+11,8 0+15.5 0+15,2 30+7,2
KonnenTtpuueckas 20+13,3 16,6+8,8 0+15.5* 57,1+18,7 22,5+6,6
runepTpodust
DKCIEHTpUYECKas 10+9,0 16,6+8,8 0+15.5 14,2+13,2 12,545,2
runepTpodust
Konnentpuueckoe 20+13,3 38,8+19,9 50+28,9 14,2+13,2 30+7,2
pPEMOICIIMPOBAHUE
Henocraroynocts 100+8,6 100+5,0 100+15,2 100+15,2 100+3,3
MHTPAJIBLHOTO
KJaIiaHa
Henocraroynocts 10+9,0 61+18,4** 50+28,9 14,2+13,2 37,5+7,6
A0PTAJILHOTO
KJaIaHa
Hapymenue 10+9,0 22,2+9,8 0+15.5 0+15,2 12,545,2
COKpaTUTEIbHOMN
CIIOCOOHOCTH
MHOKapJia

*P3-1,24< 0,05; **P2.14< 0,05

3.3.5 Coctosinue npixatenbHou cuctemsl y aereit ¢ MIIC 1, II, IVA u VI tunamu
Merogom cnuporpadu NpPOBOAWIACH OIIEHKA HAPYIIEHUN JbIXaTeIbHOU
cucreMbl. Crimporpaduto cmoriu npoiitu 6 aereit ¢ MIIC I, octanbHable 4 HE ObUTH B
COCTOSIHUY TIPAaBWJIBHO BBITIONIHUTH BCE HEOoOXoammble 3amaHus (y 2 Bo3pacT Ha
MOMEHT HCCJIEIOBaHUSl ObUT MEHbIIE 5 JieT, JIBO€ JieTeld ObUIM C BBIPAXKEHHOU
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WHTEJUIEKTYadbHOM  3ajiepxkkoi). M3  oOcnenoBaHHBIX  JAeTedl  HapylleHUE
BEHTWJISIIMOHHOW CTIOCOOHOCTH JIETKUX IO CMENIaHHOMY THITY JITKOW CTEIIeHH OBLIO
yctaHoBieHo y 2 nereir (33,3%), cpeaneit crenenu y 2 gereit (33,3%), Tsokenoi
cTeneHu y oaHoro pedenka (16,6%), HapylieHHMe BEHTWISAIIMOHHOM CHOCOOHOCTHU
JIETKUX TI0 OOCTPYKTUBHOMY THITy CpEHEN CTETEeHH ObLIO YCTaHOBJIEHO y 1 pebeHka
(16,6%). Cpennue 3naueHus nokazareneir B % ot Hopmel FVC=59,1%, FVC1=63%,
FEV1/FVC =113%; MEF75=69%; MEF50=67,5%; u MEF25=64,8%, npu HOp™Me
>80% (Tabmwuia 13).

Tabnuua 13 - ITokazarenu cnuporpaduu y nauuentoB ¢ MIIC I (%) tuna

IMamuentsr | FVC | FEV1 | FEV1/ | MEF | MEF | MEF 3aKkiroueHue
FVC 75 50 25
[Manment 1 | 47 51 113 77 78 64 CMenraHHbli TUTT HAPYIICHUS C
npeobIagaHueM

OOCTPYKTUBHOTO  HapylllEHUs,
CpeJHEN CTeNEeHU

[Marent 2 | 62 68 118 71 77 76 CMelaHHbplii TUN HapyIIEHHUS,
CpeIHEN CTENEHHU.

[Marent 3 | 79 81 108 75 54 57 CMelaHHbplii TN HapyIIECHUS,
JIETKOM CTENEHN

[Tarment 4 | 86 89 112 77 73 63 CMelaHHbplii TN HapyIIECHUS,
JIETKOU CTETIICHU

[Tanment 5 | 46 52 117 78 85 86 CMenraHHbIA TUTI HAPYIIEHUS,

CpeIHEN CTENEHHU.

[Tanment 6 | 35 37 115 37 38 43 CMenraHHbplid  THI  HapYIICHHUS,
TSKEJION CTENEHU

Cpennee 59,1 |63 113,8 | 69,1 |67,5 | 64,8
3Ha4YeHUE

Cpenn mammentoB ¢ MIIC II cnuporpaduto mpouutu mumibs 3 aereit (7,2%) ¢
Jerkod Msrkod ¢dopmoil 3a0oJjieBaHUsS, TaK KaK BBITIOJIHCHUE 3aJaHUS BO BpeMs
IPOBEACHUSI MCCIIEIOBAHUS CMOIJIM IMPOUTH JETH C COXpAaHHBIM MHTEUIEKTOM. [lo
pesynbratam crimporpaduu cpenu 3 nanueHToB y 2 (66,6%) nMeno MecTo HapyIIeHue
BEHTHJIALIMOHHOMN CIIOCOOHOCTH JIETKUX [0 CMEIIAHHOMY THIY TSXKEJION CTENEeHH, Y
onHoro pedenka (33,3%) ormedasioch HapylIeHHE BEHTHIISIMOHHON CIIOCOOHOCTH
JIETKUX TI0 OOCTPYKTUBHOMY THUITY JIeTKoW cTeneHu. CpellHrue 3HAaYeHUs MOKa3aTeneH
B % ot Hopmbl FVC=57,1%, FVC1=53,9%, FEV1/FVC=104,5%; MEF75=44,9%;
MEF50=45,8%; u MEF25=55,7%, npu nHopme >80% (Tabmurma 14).
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Tabnuma 14 - Tlokaszarenu cnimporpaduu manuentos ¢ MIIC 1l (%) Tumna

Mamuent | FVC | FEV1 | FEV1 MEF MEF MEF 3akiroueHue
/[FVC 75 50 25
ITamment 1 | 93,6 | 77,31 | 85,48 | 43,25 45,74 71,91 OOCTPYKTUBHOMY THII
HApYILICHUS, JIETKOU
CTEIEeHHU
ITamuent 2 | 40,5 | 45,58 | 118,4 | 46,4 52,3 58,8 CMelanHbIi THII
HApYILICHUS, TSKEIION
CTEIEeHHU
IMamuwent 3 | 37,3 | 38,92 | 109,7 | 45,14 39,43 36,49 CMenranaslil THII
7 HapyleHus, TSDKEIIOU
CTEIEeHU
Cpemnne | 57,1 | 53,9 1045 | 449 45,8 55,7
3HAYCHUS

Cpeaun nauuentoB ¢ MIIC IV A cniuporpaduio cMOriau NpouTH TOJIBKO JABOE.
PesynpTaT cniuporpaduu BHISIBUI y OJHOTO MAIllMEHTa HapylleHHEe BEHTUISIIUOHHON
CIIOCOOHOCTH JIETKMX 10 CMEIIAHHOMY THIY CpPEAHEH CTEeNeHH, B TO BpeMs Kak y
BTOPOro OBUIO OTMEYEHO HapylIeHHE BEHTUWJISIMOHHOW CHOCOOHOCTHU JIETKUX I10
PECTPUKTUBHOMY THIy cpeaHeil crenenu. CpenHue 3HA4YeHHs TOKa3aTesei
cnuporpaguun B % ot Hopmbl: FVC=68%; FVC1=74%; FEV1/FVC=114%;
MEF75%=118%; MEF50%=110,5%, MEF25%=108,5%; nipu HopMe >80% (Tabymia
15).

Tabnuua 15 — INokazarenu cnuporpaduu nmaruentos ¢ MIIC IV A (%) tuna

[Tarment FEV1 | MEF | MEF | MEF 3akirroueHue
FvC | FEV1 | /IFVC 75 50 25

[Tanment 1 70 74 110 87 68 71 CpEIHEH CTETICHH

CMelaHHbpli  TUI  HapYIICHUS,

ITaruent 2 | 66 74 118 149 153 146 | cpenneii creneHu.

PecTpuKTUBHBIA THUN HapyIICHUS,

Cpennue
3HAYECHUSA 68 74 114 118 110,5 | 108,5

Ha momenTt navama HaGmomenmii 4 mamuenta ¢ MIIC VI cmornm mpoittu
criuporpaduro, Tak KaK OCTaJabHbIC 3 ICTEH 3aTPYIHSINCH BBHITTOIHUTD TPeOyeMbIe IS
TecTa 3a7aHusd. PesynbpTaThl crimporpaduy IMoKa3and HapylieHWe BEHTUJISIIMOHHOM
(YHKIMH JICTKUX TI0 CMEIIAaHHOMY THIy CpEeIHEH CTEICHH TSHKECTH Y JBOUX JICTEH,
TSDKEJIOW CTENEHM TaK K€ y JBOUX IMamueHToB. CpeaHue 3HAuYeHMs IOoKazaTesein
cruporpaduu B % ot Hopmbel: FVC = 44,15%; FVC,=48,8%; FEV1/FVC= 117,7%;
MEF75%=48,9%; MEF50%=57,4%, MEF25%=64,9%; npu mopme >80% (Tabnuia
16).
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Ta6awma 16 - Pesynbratel ciuporpaduu aereid ¢ MIIC VI (%) Ttuna

ITamuent FEV1/ | MEF MEF MEF 3akiIroueHue
FvC FEV1 | FVC 75 50 25

CMelaHHbli TUI HApYLIEHMUS,
ITamuent 1 | 59,2 66,7 118,4 | 50,6 97,9 88,6 CpeIHEH cTerneHn

CMemaHHblid THI HAPYIICHHUS,
ITamuent 2 | 36,2 40,77 | 118,4 | 44,9 39,6 86,32 | TsoKenol creneHu

CMelaHHbli TUI HApYLIEHMUS,

IMamuent 3 | 27,3 30,01 | 118,39 | 30,52 | 36,3 32,95 | TKenol creneHu

CMelaHHpll TUI HApYLIEHMUS,

[Tamuent 4 | 53,9 57,87 | 115,76 | 69,65 | 56 51,82 | cpenmueit crerneHu

Cpennue
sHauenus | 44,15 | 48,8 117,7 | 48,9 |57,4 |64)9

3.3.5.1 Cungpom obcTpykTHBHOTO anmHO? cHa y Aeterd ¢ MIIC I, II, IVA u VI
TUTIAMH

st BoisiBennss COAC HOUHOM pecnupaTOpHBbI MOHUTOPUHT ObUT MPOBENEH 8§
netsm: u3 Hux 1 pedenok ¢ MIIC [; 3 — ¢ MIIC I u 4 — ¢ MIIC VI. ¥V Bcex nereit 6611
muarnoctupoBad COAC, tabmuma 12. [Ipu stom y 6 nereit crenenr COAC Obuia
JIETKOM, WHJEKca aIlHod/TUMOMHOY B cpeaHeM Obul 3,5/gac (ot 1,8-5,3/1ac),
Me=3,6/uac. CpenHuii ypoBeHb caTypalMi Yy JaHHbIX jaeTedl Obu1 90% (ot
MuHuUManbHOTO 81% 10 MakcumanbHOTO 99%), Me=90%. Opnako, y 2 (25%)
nanueHToB umeno Mecto Tsokenas creneHb COAC. ¥V nepsoro nanuenTta ¢ MIIC 1,
Bo3pact 15 ser 6sutn BhIsiBIIeHB! TpUCTYIIBI COAC co cpeiHeid mpo10HKUTEIbHOCTHIO
19 cek (camoe UIMTEIBHOE almHOd COCTaBWIO 67cek). Bo Bpems MpHCTYIOB amHOd
O0TMEUaJoCh CHIKeHUe catypamuu 10 61% u ypexxenne HCC no 30 yu B muH. MHaeke
arrHod/runomnHod (MAIY) coctamn 15,8/4 (HopMa <5/4). BTopo#i manueHT ¢ Tsokenon
nporpeccupyromiei ¢popmoit MIIC 11, Bo3pact 12 ner, ¢ BbIpaK€HHONW MEHTaJIbHOU
3JICP’)KKOM M OTCTaBaHHEM B (PU3MUECKOM pa3BUTHH, UMeI Tshkenyto ctenenb COAC
— HAI" coctaBun 45,6/4ac, caMplii JJIUTENBHBIM mepuos amHod Obul 2 MuH 30",
MHHHUMAJIBHO caTyparus omyckaiach 10 78% (tabmuma 17).

ITo mamueiM Ginzburg A.S u JI.C. Hama3oBa-bapanosa ¢ coasr. [159,232] npu
COAC cnenyer npumenstb CPAP, onmnako Ha maHHBI MOMEHT B PecryOnmke
Kazaxcran neuenne COAC c¢ nomompbio CPAP mpoBOAST JMINL B3pPOCIBIM.
Hoctatounoro onbsiTa B npuMmeHenun CPAP B neguatpuu nis kynuposanus COAC Ha
naHHbIH MoMeHT B Pecnybmuke Kaszaxcran Her. YuuThIBas MHOXECTBEHHBIC
nobounsie BiausHUSI COAC Ha cuctembl opranusma, aetsim ¢ MIIC nHeobxomumo
MIPOBOJIMTH TepaIuio ¢ ucnoiab3oBanueM CPAP c 1enbio CHuKEeHUsT 00CTPYKTUBHOTO
anHod. Uccnenosanus nereit ¢ MIIC na gone ®3T ¢ mpumenennem CPAP moxer
SIBUTCSI HOBBIM MpeaMETOM OyAyIux uccinenoBanuii B Pecriyonuke Kazaxcran.
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Tabnuua 17 — Pe3ynbTaTsl peciipaTOpHOro HOYHOIO MOHUTOpHHTa Aeteit ¢ MIIC

No ITanment | Tun | MADI' | MunuMansueli | MakcuManeubiil | KosanuecTBo amHO?
SpO2 Sp0O2 3a HOYb
1 3.1 I 15,8 61% 95% 30
2 CA 1 45,6 78% 99% 280
3 b.b 1 53 85% 100% 26
4 E.E 1 3,5 89% 98% 15
5 A.K VI 3,7 90% 98% 23
6 AT VI 3,7 90% 98% 23
7 M.A VI 3,3 43% 100% 21
8 T.I' VI 1,8 91% 98% 10
CpenHue 3HaYCHUS 10,3 78% 98% 53,5
Menuana (Me) 3,7 87% 98% 23

3.3.6 CocTosiHuE KOCTHO-CYCTaBHOU cucTeMsbl y nereit ¢ MIIC

[TopakeHne KOCTHO-CYCTaBHOW CHCTEMBI SIBJISIETCS TUIMUYHBIM KIMHHUYECKUM
nposiBieHueM rnpu paznuunbix Tumax MIIC. ¥V Bcex 39 obcnenyembix nereii ¢ MIIC I,
IT u VI Tumamu umMenu MecTo pa3juuyHbIE U3MEHEHUE KOCTHO-CYCTABHOW CHCTEMBI:
nedopManus rpyTHON KJIETKH; TOPAKOJIIOMOAbHBIN Ki(03 («KolIaunii ropo»); KUCTh
0 THUIY «KOTTHUCTOM JIambl» - IIHPOKAash KUCTh C KOPOTKUMH U YTOJIIEHHBIMH
dananraMu najableB; qeUryparus JIyde3ansiCTHBIX, JOKTEBbBIX, IJICUYEBBIX, KOJICHHBIX
cycTaBoB ¢ KOoHTpakTypamu [-II crenenu; mmpokas cToma; OTMEYaeTcsl BaJIbI'yCHas
nedopmarius HIbKHUX KoHeuHocTel ot jerkoit (mpu MIIC | - 50%; MIIC II - 33,3% u
MIIC VI -14,2%) no tsoxenoi crenenu (50% mpu MIIC I; 66,6% npu MIIC 11 u 85,7%
npu MIIC VI), u xak ciiencTBue HapylieHUue MOXOAKH, 00Jb B HIDKHUX KOHEYHOCTSX,
TIOBBIIIICHHAS YTOMJIIEMOCTh TPH (pu3rueckoil Harpy3ke (Tadmuma 18).

Hns  mamuentoB ¢ MIIC IVA Opina TunwyHa Apyras KapTuHa -
HEIMPONOPLUHOHAIBHOE TEJOCI0KEHUE (KOPOTKOE TYJIOBUIIE, YIJIMHEHHBIE BEPXHUE U
HIWJKHHE KOHEYHOCTH), BallbrycHas nedopmarus HOT, aeQurypamus KOJICHHBIX
CyCTaBOB, KWJICBHJHAs TpyIHas KJIeTKa, KA(POCKOIU3 TPyAHOTO M TMOSICHUYHOTO
OTZIEJIOB TO3BOHOYHMKA, pAa3BEpHYTas HIDKHIS aneprypa TpYyJHONW KIETKH,
BeciooOpa3Heie  pedpa, TUNEPMOOWIBHOCTH CYCTAaBOB, HECTAaOWJIBHOCTh U
pa300JITAaHHOCTH CYCTaBHO-CBSI30YHOTO aIapara, yKOPOUeHHE JIOKTEBOH KOCTH.

Tabnuna 18 — ynenpHBIN BEC TAIMEHTOB C Pa3HOM CTETICHH BaIBIyCHOMU nedopmaruu
HWKHHUX KOHEUHOCTeH B 3aBucuMOCTH OT THia MIIC (%)

Tun KoaunuecTtBo Bansrycunas nedopmarus Banbrycnas nedopmarust Hor
3a00J1€BaHU MaIEHTOB HOT JIET'KO# CTEIeHH TSKEIOH CTEIICHH
MIIC I n=10 50 50
MIIC II n=18 33,3 66,6
MIIC IVA n=4 14,2 85,7
MIIC VI n=7 0 100
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3.3.7 CocrosiHMe MapeHXUMaTO3HBIX OPraHOB (IIEUEHU U CEJIE3CHKHU) y JAETeH C
MIIC I, II, IVA u VI tunamu

CocTostHMe TapeHXMMAaTO3HbIX OPTaHOB OLIEHUBAJIOCH MO AaHHBIM Y3 opranos
OpromHOM mosoct 'y mnauueHroB ¢ MIIC 1 yBenuueHwe pa3mMepoB IE€UYEHU
ycTaHoBlieHO y 6 geteil (60%), medeHb BbICTyIaAjda U3-MOJA Kpas peOepHOl nyru B
cpenHeM Ha 4,5¢cM, cpeliHssl BbIcOoTa npaBor nonau — 91,3mmMm, neBoit — 52mm; y 10%
ObLIa CIJIEHOMETalusl, pa3Mepbl cele3eHKN 93x48Mm.

B rpynne nereit ¢ MIIC Il renatomeranus 3apeructpupoBana y 14 o6cnenyeMbix
(77,7%). Ileuenp BwICTYNaNa U3-TOA Kpas peOepHON Iayrd B cpeaHemM Ha 3,9cwm,
cpenHsisi BeicoTa mpaBoil gomu — 110mMMm, neBoit — 70mm. CruteHoMeranus Oblia
yCTaHOBJieHa Yy ojaHoro mnamueHta (5,5%), pa3mepbl CENe3eHKH COCTaBIISLIA
122x54mm.Cpean nanmentoB ¢ MIIC VI yBenuuenue neuenu 0b10 y 3 (42,8%) aeteil.
[leyens BbICTymana M3-moJ Kpas peOepHOW nyru B cpeaHeMm Ha 3-4,5¢cMm, cpenHss
BbICOTA IIPABOM 10K - 92MM, JieBo# 10u — 53,5MM. CriieHoMeranus Oblia BbIsIBJIEHA
y oxgHoro (12,5%) maruenTa, pazmepsl ceneseHku 101x58mm.

B omnnuune ot BeimenepeuncienHsix tThnos y aereid ¢ MIIC IVA tuna Hu y
OJIHOTO pebeHKa He ObLIO BhIsIBIIEHA renaTociuieHomMeranusa. CpeliHee BHICOTa NMPaBO
nonu nedeHu - 90,2cM; BbICOTa JIEBOM 10U - 55,2CM; CpEIHUN pa3MeEpPBhl CEIIE3EHKU
77,7x35,5MM.

['ematomeranusi, Mo CpaBHEHHUIO CO CIUICHOMETalMeu, siBisieTcs Haubosee
gacteiM (P<0,05) cumnromom mpu paznuuHbix Tunax MIIC, npencrasnsis coboit
MapKep MHTEHCHUBHOCTH HAKOIUIEHUs HepaculeIuIeHHbIX ['Al' B Tn30coMax KIETKH.

B tabmuue 19 mpencraBneH yAenbHBIM BeC NeTe C yBEIMYEHUEM IE€YEHH U
CEJIE3EHKH.

Tabmuma 19 - YaenbHbIN Bec neTel ¢ yBeIMUSHUEM pa3MepOB MEUCHHU U CEJIC3CHKH, B
3aBUCUMOCTH OT TUIIOB MIIC

Tum KommuecTBo I'emaTomeramus CruieHoMeranms
3a00J€BaHMs | ITALMEHTOB AOcoirotHoe % AOcomoTHOE %
MIIC I n=10 6 60* 1 10
MIIC II n=18 14 77,7* 1 5
MIIC IVA n=4 0 0 0 0
MIIC VI n=7 3 42,3* 1 12,5
* - p<0,05

3.3.8 TonepantHOCTh K Gusmueckoit Harpy3ke y nereir ¢ MIIC I, I, IVA u VI

THUIIaMH

BbiHOCIMBOCTD K (PU3MUECKON HArpy3Ke Kak UHJIMKATOPa COCTOSIHUS CEpACYHO-

COCYJIUCTOM, JbIXaT€IbHOW M KOCTHO-CYCTaBHOW cucTteM y mnanueHtoB ¢ MIIC,
olleHMBaemasi IMyTeM [poBeJAeHus 6 MHUHYTHOro TecTa XoabObl. Cpenu
npotectupoBaHHbiXx 10 gereit ¢ MIIC I tuma tect 6MWT nponmu 9 (90%). 3a
uckioyeHueM opHoro peodenka (10%) ¢ TsKenbIM KIMHUYECKUM TEYEHUEM
3a0oneBaHus, HE CIIOCOOHOTO TIepenBUTaThes 0e3 moaaepkku. CpeaHsss TUCTaHITUS
6MWT coctaBuna 249m, Me=270m.
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Cpenu nauuentoB ¢ MIIC |l He cmornu mpolTy 5 MauMEHTOB, 3 U3 HUX UMEIH
TSOKENYI0 Tporpeccupyronyro (GopMy ¢ yTparoid CrIoCOOHOCTH NepeaBurarbes, 1
pebeHOoK cMor npoiTH auiib 10 M, YTO SABISETCS OTPULIATENBHBIM pe3yiabTaTaM. OauH
peOeHOK He ObUT BKJIIOYEH B JAHHOE UCCIIEA0BAHME, TaK Kak Obul B Bo3pacte 10 mec u
€1l HE Hayajl NepeABUraTbCsi camocToATeNbHO. CpemHsas aucranuus 6MWT y
OCTaJIbHBIX MAlIMEHTOB cocTaBmia 283m, Me=300m.

V Beex pereit ¢ MIIC VI Obuta cHmkena TonepaHnTHOCTH K (PU3MUECKOM Harpy3Ke,
cpenusas auctanuus 6MTX cocraBuna 220M, Me=205m. OauH MALMEHT C TAKEIOU
(dopMoii 3a00€BaHMs MPOIIEI JIUIIb 5 M, YTO SIBJISIETCS] OTPULIATEIbHBIM PE3YJIbTATOM.

Hanporus, y aereit ¢ MIIC IV A nokasarenu ObUIU B Iipeiesax HOPMbI, CPEIHS
nuctanimst 6MWT cocraBuna 348 M, Me=356m.

B tabnuue 20 npeacrasnena auctanuus 6MTX.

Tabmuma 20 - Jductanmus 6MTX B 3aBucumMocTu ot Tina MIIC

Twumn 3a00s1eBaHusg % MalueHToB, KTO Cpennee 3HaueHue Me pucrtangmun 6MWT
HE CMOT MPOUTH TeCcT | aucrtaHuuu 6MWT (M)
(M)
MIIC I 10% 249 270
MIIC 11 27,7% 283 300
MIIC IVA - 348 356
MIIC VI 14,2% 220 205

3.3.9 Cocrosinue JIOP opranos y aeteit ¢ MIIC

Cpenu nanuentoB ¢ MIIC I matonorust JIOP opranoB Obuta npecraBiieHa B BUJIE
aneHouiHbIX Beretauuii B 30%, B 40% B aHamMHe3a 4acTble PEIUAUBUPYIOLIAE OTUTHI
IIPU 3TOM Y BCEX JIeTeH CITyX ObLT COXpaHEeH.

B rpynne nanuentoB ¢ MIIC Il B 50% uMenu MecTo aJieHOMIHBIE BEreTalluM, B
33,3% oTMedanuch peuuIuBUpYyIONue OTUTHL. B 22,2% Ob110 yCTaHOBIEHO CHUKEHUE
ciyxa.

Y Bcex 4 mammenToB (100%) c¢ MIIC IVA Obut BBISBICHBI aJICHOWJIHBIC
Beretanuu -1l crenenn. B 100% Obut coxpaHeH ciyX, OJHAKO YacThle OTUTHI ObLIN
OTMEUEeHBI Y 01HOTO (25%) pebenka.

st Bcex 100% 6ompaBIX ¢ MIIC VI 66110 XapakTepHo nopaxenue JIOP opranos
B BUJIC€ aJICHOWJIOB, YaCTHIX JKCCYJATUBHBIX OTHUTOB, y TPOUX MarueHToB (42,8%)
OTMEYaJIOCh CHIKEHHE ciyxa (Tadymna 21).

Tabmuma 21 - YuenbHblld Bec Aetelt ¢ nmopaxkenueM JIOP opraHoB B 3aBUCUMOCTH OT
tunoB MIIC (%)

Tun KommnuectBo | Anenouas! | CHukenue | Yactoie Bcero nanueHTosB ¢
3a00JIeBaHMs | MAIEHTOB ciyxa OTHTHI natoJiorueit JIOP opranos
MIIC I n=10 30 0 40 50
MIIC I n=18 50 22,2 33,3 50
MIIC IVA n=4 100 0 25 100
MIIC VI n=7 100 42,8 100 100
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3.3.10 Cocrosinue ITHC y getelt ¢ Mykomoiaucaxapuao3aMu

Ilo mamapiM MPT romsoBHOro mosra M IIEHHOTO OTAEJda HO3BOHOYHHUKA
ruaponedanus osu1a BeisBieHa y Becex aereit ¢ MIIC I, 11, IVA u VI tunamu. Onnako
HEOOXOIMMO OTMETUTh, 4YTO Haubozee Tskenas QopMa JAEKOMIEHCUPOBAHHON
ruaporedanuu Obuta ycranosieHa y 4 nereii rpynnsl ¢ MIIC 11, conpoBoxaatoniasics
BBIPOKCHHOM WHTEIUICKTYaJbHOW 3aIE€pKKOM U CYNOPOXHBIM CUHAPOMOM. Y
nanueHToB ¢ MIIC VI tuna cteHo3 KpaHHOBEpTEOpaIbHOTO MEPEX0/ia YCTAHOBJICH B
100%, B 25% cpenu neteit ¢ MIIC IVA, B TO ke BpeMsl JaHHAs MATOJIOTUsI HE ObLiia
BbIsiBJIeHA HU y onHoro pedenka ¢ MIIC I u II tunamu (tabnuua 21). MeHrtanapHOe
pa3BuTHE HaOJIOIaeMbIX JIETEH COOTBETCTBOBAJIO BO3pacTy y nereit B rpymnme ¢ MIIC
VI u IVA tunamu; y 6 (60%) naruentoB ¢ MIIC I u y 3 (16,6%) manbunkos MIIC 11
(Tabnuma 22).

Tabnuua 22 - YaeneHblil Bec neret ¢ nopaxkenueM [IHC B 3aBHCHMMOCTH OT THUIOB
MIIC (%)

Tun Komuuectso | 'mapouednms Creno3s 3anepxka
3a00JI€BaHMs | MAIEHTOB KpPaHHOBEPTEOPAILHOTO MHTEJJIEKTYaJIbHOTO
nepexosa pa3BUTHSA
MIIC I n=10 100 0 40
MIIC Il n=18 100 0 83,3
MIIC IVA n=5 100 25 0
MIIC VI n=7 100 100 0

3.4 KnuHnyeckasi XapaKTepUCTHKA MYKOMOJIUCAXaPUI030B B 3aBUCMMOCTH
OT TUIIOB 3200JIeBAaHHS

YuuThiBasi BBINIENEPEUUCICHHOE MOXKHO pe3tomupoBath, uto I, II, IVA u VI
tunibl MIIC MMeEoT Kak CXOJIHbIE, TaK U Pa3IUYHbIe KIMHUYECKHUE MPOSBICHUS.
3anepkka B (QuU3MUECKOM pa3BUTUM XapakTepHa s Bcex tumoB MIIC. Onnako,
HaubOonee tunuyHa 1151 MIIC IVA u VI Tunos, u npu TsDKENbIX, MPOTPECCUPYIOMINX
dopmax MIIC I u Il Tunos. 3agepka B ICUXO-PEUEBOM PA3BUTHH PEIKO BCTPEUALTCS
npu MIIC IVA u VI tumnos, onnako Han6osnee npucytie 1j1s Tspkenbix dopm MIIC 1 u
MIIC II. Bosneuenne B mnatonorudeckuii mpouecc CCC B Buie MNOpaxeHUs
knananHoro ammnapata B 100% 6bsut otmeden nipu MIIC 1, I u VI tumebl, y nanueHToB
¢ MIIC IVA 0b110 ycTaHOBIIEHA YINIOTHEHHE CTBOPOK A0PTAIBHOTO W MHUTPAJIBHOIO
KJIAallaHOB ¢ MUHUMAJILHOM peryprutaiueii | cteneHn Ha MUTpalIbHOM KiamaHe, 0e3
remoauHaMmuueckux HapymeHuid. Ilpmu MIIC IVA orcyrcTBoBasia aunatauus
MOJIOCTEM cep/la, HapylIEHHEe TeOMETPUM MHUOKapAa B BHUAE KOHIIEHTPUYECKOTO
peMojenupoBaHusi ObUIO BbIsIBICHO y 2 manueHToB (40%). Pacumupenue nonocrteit
cepana 6su10 otMeueHo y nauueHToB ¢ MIIC I B 30% u MIIC II B 50%. Hapymenue
r€OMETPUU MUOKap/aa B BUJE KOHIIEHTPUYECKOM, IKCIEHTPUIECKON TunepTpodun u
KOHIIEHTPUYECKOTO peMoenrpoBanus 0buto yctanoBieHo B 30% mpu MIIC 1, 72,2%
- MIIC II u B 85,8% - MIIC VI. Ilo namasiM Y3U opraHoB OpIOIIHOW MOJIOCTH
rermaroMmeranuss Hambosiee vyacto Owbuia ormedeHa mpu MIIC II (77,7%), manee B

68



cTtopoHy ymeHsblieHus dyactotel npu MIIC 1 (60%), MIIC VI (42,8%) u He Oblna
3apeructpupoBaHa Hu y ogHoro pedenka ¢ MIIC IVA.

Knunnuka nopaxenus JIOP opraHoB B Buie ajeHOH10B ObUIa TUIMYHA JIJISl BCEX
tunoB MIIC, ogHako cHIKEHHE ciayxa OoJjiee XapaKTepHO Uil MpeACTaBUTENEH
rpynnsl ¢ MIIC I u VI tunamu. Ilopaxxenne HHC B Bune rugpouedanuu nanbdonee
gacto BcTpeuaercs npu MIIC I, IT u VI tTunamu, Heo6X0AMMO OTMETUTH, YTO CYKEHHUE
KpaHnoBepTeOpanbHoro nepexoaa xapakrepHo st MIIC VI tuna, B 100% nanueHTsI
¢ cuHIApoMOM Maporo-JlaMu uMenu JaHHBIM THUN MOPAKEHUS HEPBHOW CHUCTEMBL.
Bogneyenne KOCTHO-CYCTaBHOW CUCTEMBI B TATOJIOTMUYECKH MTpoLiecc ObLII0 OTMEYEHO
NpY BCeX TUMNax, ogHako ecnu g nauueHtoB ¢ MIIC I, IT u VI Tunamu xapakTepHbl
MHOYKECTBEHHbIE KOHTPAKTYPBI, C YKOPOUECHHEM BEPXHUX U HUKHUX KOHEYHOCTEH, TO
npu MIIC IV A TunuyHa runepMoOMIBHOCT M Pa300JITAaHHOCTh CYCTaBOB, C
HapyILIEHHEM MPOIMOPLMI YaCTe! TeNa B BUJIE YKOPOUEHHUS TYJIOBUILA U OTHOCUTEIIBHO
JUIMHHBIX BEPXHUX M HWKHMX KOHEUHOCTEW. B CBS3M € BbIIIEyKa3aHHBIM MOKHO
pe3tomupoBath, uto Ayt MIIC I, II u VI TunoB xapakTepHO BBIPaKEHHOE BOBJICUYEHUE
B natojorundyeckuii npouecc CCC, mapeHXuMaTO3HbIX OpraHoB (II€YeHb) U KOCTHO-
cycraBHOM cucteMbl. Ilatomoruss co croponst IHC B BuIe 3anepXkku B
MHTEJJIEKTYaIbHOM pa3BUTUHM TUMH4YHA JuIs TspKenbix ¢dopm MIIC I u MIIC 11, B To
BpeMa kak ngetn ¢ MIIC IV A u VI Tunmamum B NOCUXO-PEYEBOM pa3BUTUH
COOTBETCTBYIOT cBoeMy Bo3pacty. [Ipu MIIC IV A tuna peako nopaxkaercsa cepale u
pa3Mepbl MEYEHH 3a4acTyl0 HMMEIOT HOpPMAJIbHbIE 3HAYEHUs, B TO BpEMS Kak
IIOPAKEHUE KOCTHO-CYCTaBHOM CUCTEMBI BBIXOAUT HA MIEPBBIN IUIAH IIPU JAHHOM THIIE.
IlopaxxeHue IbIXaTEIbHOM CHUCTEMBI MMEET MECTO IIPU BCEX BBILIENEPEYUCICHHBIX
TUMNAaX, TaK Kak NMPUYMHON €ro sIBISETCS KaK OOCTPYKIMS BEPXHUX IbIXaTEIbHBIX
nyted (HakoruieHue ['Al’ B BEpXHHUX JbIXaTENbHBIX MYTSIX), PECTPUKTHUBHOE
nopaxenue (HakoruieHne I'Al' B anbeBojax; OrpaHHYeHHE SKCKYPCHUU JIETKHX I10
INpUYMHE renaToMeranuu 1 nedopmannu rpyJHoi kietkn) u nopaxenue LIHC.
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4 IPPEKTUBHOCTD ®EPMEHTO3AMECTUTEJIbHON TEPAIIUU
Y JETEN C MYKOITIOJIMCAXAPUIO3AMUA

OddextuBnocts D3T mpenpaparamu Jlaponunaza, Waypcynsdaza-a u
lNancynrdaza-a, y manpento ¢ MIIC I, 1T u VI Tunamu cooTBETCTBEHHO, OIIEHUBAJIACH
1o (PU3MYECKOMY Pa3BUTHIO (TEMIT MPUOABKHU B pocTe); M0 MOPGHODYHKINOHATBHOMY
COCTOSIHUIO ~ cepieyHOo-cocyaucTod u  asixatenpHod cuctem (OKI, 3xoKT,
criuporpadusi); pazmepam neueHu u ceneseHku (Y3 opraHoB OprOIIHOM MOJIOCTH) U
TOJICPAHTHOCTHU K (hu3uueckoii Harpyske (6MTX).

4.1 I¢pdexTuBHOCTH hepMeHTO3aMecTUTEIbHOI Tepanuu npu MIIC I

N3 10 nabmopaBmmxcs mauueHtoB ¢ MIIC I tuna sddexrtuBnocts O3T
orieHuBanach y 7 marueHToB ¢ MIIC I u3 10 nabmtogaBmuxcs. Tpoe mareHToB ObLUIN
UCKIIIOUYECHBI W3 JajbHEUIINUX uccienoBaHuil. OauH peOEHOK CO CPEeaHETSIKETbIM
TeYeHUEM 3a00JICBaHUsI, B CBA3U C MIPOBEJACHHON TPAHCIUIAHTAIIMU F€MOIMOATUYECKUX
ctBosioBbIX KJIeTOK (TI'CK) B Bo3pacte 2 net u npekpamenuem ®3T. JlBoe nereit —
n3-3a KopoTkoro nepuoja 3T (1o 1 roga).

Bceewm nersm undysus npemnapara Jlaponuaasza npoBoamiack u3 pacueta 100Eqx/kr
1 pa3 B Hememw0 BHYTPUBEHHO KareidbHO. JIMTENBHOCTh TEpaluu B CpEIHEM
coctaBmwia 2+0,8 rona (ot 1- 3 ner), Me=2 rona. CpeaHuii BO3pacT NalMeHTOB Ha
Hayayio Tepanuu coctaBisin 7 = 4,2 rona (ot 3-15 ner) Me=6 ner. U3 vux 4(57,1%)
neBouek u 3 (42,8%) Manpuuka.

Ha dhone ®3T orMeuanach MojgoKUTENIbHAS JUHAMUKA B TPUOAaBKE JJTMHBI TeJla —
CpPEeIHHUIN TEeMIT IPUPOCTa cOCTaBUI 4,5CM/TO/, B TO BpeMs Kak JI0 Tepalliy JTaHHBIA
nokasatenb OblT 4,3 cM/Toa. BMecTe ¢ Tem, ipu o0111ei MoI0KUTEIbHONU TUHAMUKE, Y
2 (28,5%) neteii 0TMEYAIOCh CHIKEHHE TEMITOB POCTa OT HCXOAHOT0 6,3cm/To 10 4,2
cm/roa. Ilpu stom, cormacHo Z-SCOre y o0OouXx JeTei IMoka3zaTeld pocTa ObUIA B
npeaenax HopMbel. Y 3 nereid, MMEBIINX BBIPAKEHHYIO 3aJIePKKY B pocTe (110 JaHHBIM
Z-score « — 5»), oTMmedanach MOJOKHUTENIbHAs JUHAMUKA B BUJIe TPUOABKHU MIPUPOCTA
Ha 1,24cMm/roxa ot ucxoauoro 1,76¢cm/roa. B To Bpems Kak y 2 moka3ateiid pocta ObUTH
B IMpejiesiax BO3PACTHOM TPYIIIBI M MPUPOCT COCTaBUI 7,25CM/TOJ 1O CpaBHEHHUIO C
HUCXOIHBIM 6,1cm/ro.

[lo pe3ynapTaTaM pEHTTEHOIPAaMMBI OPraHOB TPYAHON KIETKH YBEIUYEHUE
pa3MepoB cep/iia coxpanuiock y 3 aerei (42,8%), cpennee 3Hauenue KTH coctaBuiio
62%. Co CTOpPOHBI CEPACYHO-COCYAUCTON cucteMbl y 2 neteit (28,5%) umeno mecto
MPOrPECCUPOBAHNE  MATOJIOTMYECKOro  Mpolecca B BHJE  YBEIMYECHUS
HEJIOCTATOYHOCTH MHUTpajbHOro kimanaHa ¢ [ crememn po Il crenmenu, wu
MIPOrPECCUPOBAHMS HEIOCTATOYHOCTH HA AaOpTalbHOM KJjanaHe, y 2 TMalHUeHTOB
(28,5%) ormeuanoch yny4ylieHrUEe B BUI€ YMEHBIICHUSI PETYPrUTaAllMd HA MUTPAJIbHOM
KJIamaHe, CTa0WIM3allus MaTOJIOTMYECKOro mpoliecca oTMevanach y 3 aerei (42,8%).
CokparuTtenbHasi CIOCOOHOCTh MUOKapJa y Bcex 7 JeTed Obuia B Mpejaesiax HOPMBI,
cpeanee 3HaueHue ®U cocraBuno 63%. IlporpeccupoBana aunatanus MOJOCTEH
cepala, y 3 nanueHTos (42,8%) ormeuanoch yeennuenue KJIU, B cpenaem ¢ 74 mu/m?
10 83,3mn/m?. OTMeuanach OTpULATEILHAS JUHAMMKA B BUJE YBEIMUEHHs MOIOCTEN
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cepaua y 3 gereii B cpegueMm Ha 11,5mn/mM2 Tlo mamaeiM RWT umeno mecto
KOHIICHTpHUYECKOoe peMojenupoBanue y 3 gered (42,8%), KOHIIEHTpHUUECKas
runeprpodus y 1 pebdenka (14,2%), skcuentpuueckas runeprpodus y 1 pebGenka
(14,2%) u HopMabHBIE TOKA3aTeNIn MUOKapaa y 2 nerei (28,5%). B nunamuke umeno
MECTO cTaOuIM3aIus MaToJoruueckoro npomecca y 5 aereit (71,4%), orpuniarenbHas
nuHamuka y 1 pedenka (14,2%), u monoxxuTenbHasi TMHAMUKA B BUJI€ HOPMAJIU3ALUH
reoMeTpuu Muokapaa takxke y 1 nauuenra (14,2%).

I'emaTtomeranus Obuta BeisiBiieHa y 4 neteit (57%), y 3 (42,8%) u3 HUX pa3zMepbl
NeYeHu ObLIM YBEJIMYEHBI 0 Havasa Tepanuu cpeanee 3nauenue BILJ] 92,6mm, BJIIJ]
52,6MM, B AuHaMHMKe Ha ()OHE Tepamuu OTCYTCTBOBaja IMPOTPECCHUs] YBEIUUYECHUS
pa3MepoB neveHu, cpennee 3Hauenue BILJ[ coctaBuiio 93,6mMm, BJIJL S1mMm, onHako y
1 pebeHka UMeEI0 MECTO OTpHIlaTEIbHAsT JUHAMHUKA B BUJIC YBEJIMUYCHHUS Pa3MEPOB
NEYEHU OT UCXOAHBIX HOpMalbHbIX, BII/l yBenuuunocs Ha 16Mm, BJI/] Ha 29vM. Hu
y OJTHOTO peOeHKa He ObljIa OTMEUYEHa CIVICHOMETalus.

[lo panHbIM crnuporpaduu HMMeENO MECTO HapyIICHUE BEHTUIISIIMOHHON
CIIOCOOHOCTH JIETKMX MO CMEIIAaHHOMY THUIy Jierkol ctenenu y 1 (14,2%) pebenka,
cpenHeii crenenu y 2 (28,5%) nereit U 1o peCTpUKTUBHOMY THUITY CpEJIHEN CTENEeHU Y
1 (14,2%) marmenTta. B tuHamuke oTMedanach IpOrpecCUpPOBaHUE MATOJIOTHYECKOTO
mpoiiecca B JBIXaTEILHOM CHUCTEME y TPOUX JIeTe. Y OJHOro marueHTa 0TMedaioch
camkenne nokaszareieii: FVC na 17%; FEV1 na 25%; MEF75 na 23%; MEF50 nHa
7%; MEF25 na 10%. Jlanubie BTOporo nanueHTa nokazanu camxenue: FVC na 16%;
FEV1 na 18%; MEF75 na 14%; MEF25 na 20%; y TpeThero naiueHTa 0TMe4aioch
camkenne FVC wa 32%; FEV1 ma 28%; MEF50 nma 10%; MEF25 na 34%.
[lonoxuTenbHass JUHAMUKE B BHJE KyNUPOBaHUS OOCTPYKTUBHOTO KOMIIOHEHTA
orMeuanach y 1 pedenka (14,2%), mokazartenu GpyHKUIUU AbIXaHUS yBenuumince: FVC
Ha 5%; FEV1 na 5%; MEF75 na 25%; MEF50 na 25%; MEF25 na 1% (tabnuma 23).

Tect TonepaHTHOCTH K (U3MYECKOW HArpy3ke I0Ka3al TMOJ0KUTEIbHYIO
nuHamuky: nuctanuus 6MWT yBenuuunack Ha 12 M OT HCXOJHBIX 283M, U B CpeAHEM
coctaBmwia 295um (ot 100 M 10 388m), Me=315m.

Ha ocHoBaHuM BBINIEYKa3aHHOTO MOKHO PE3IOMHPOBaTh, 4To Ha Gore D3T Te
JIETH, KTO OTCTaBall B (PU3MUECKOM Pa3BUTHUU IO JICUCHUS, POTOIIKAIM 3a7eP>KUBATh
B npu0aBku B jyivHE Tena. [lalmeHTsl ¢ HOpMambHBIM (PU3UYECKUM PA3BUTHEM JI0
HayaJia Tepanuu, GU3ndecKu mpoaoHKalld pa3BUBATHCA COOTBETCTBEHHO Bo3pacty. Ha
done O3T ormeuanoch ynydieHne GU3NIECKONW BRIHOCIUBOCTH B BUJE YBEITUYCHUS
nuctaniun - 6MWT. Co  CcTOpOHBI  JbIXaTE€IbHOM CHUCTEMBbI HMMEJIO MECTO
MIPOrPECCUPOBAHMS MATOJIOrUYECKOro mpoiecca. OTCYyTCTBOBAIO MPOTrPECCUPOBAHKE
MOPaXKEHUSI CO CTOPOHBI CepAeYHO-cocynucTor cuctemol y 71,4%, ognako y 42,8%
MalMEeHTOB OTMEYEHO YBEIWYEHUE MoJiocTel cepama, y 28,5% mnporpeccupoBana
MaToJIOTUs KJIAMaHHOTO anmnapara cepata. Pa3Mepsl neueHu B CpeIHEM OCTaBAINCh HA
MPEXKHEM YPOBHE.
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Tabnuia 23- [lokazatenu cniuporpaduu (% ot Hopmbl) nanueHToB ¢ MIIC | tuna no u Ha pone O3T

No FVC | FVC* | FEV1 | FEV1 | FEV1 | FEV1 | MEF MEF MEF | MEF | MEF | MEF | 3akmrouenue | 3aximoueHue*
MarueHTa * /[FVC | IFVC 75 75* 50 50* 25 25*
*
1 62 29,9 68 40 118 118 71 114 77 66 76 43 Cwmemanusiii | CMelIaHHbIN
THUII THUIT HAPYIICHUS,
HapyleHus, | cpeaHen
cpenHen CTEIIEHU.
CTCTICHH.
2 79 63 81 63 108 90 75 61 54 58 57 37 Cwmemranapiii | CMelaHHbIR
THII THUTT HAPYIICHUS,
HapyleHus, | cpeaHen
JIETKOM CTETICHU
CTCTICHH TSOHKECTH
3 86 69 89 64 112 81 77 54 73 66 63 52 Cwmemranspiii | CMelaHHbIR
THUII THUIl HApYIICHUS,
HapylleHusA, | CpeaHei
JIEerKou CTEIEHN
CTETeHH TSKECTH
4 46 51 52 57 117 118 78 103 85 110 86 87 Cwmenranabiii | PecTpukTuBHBIN
THUII THUII HApYILLIEHUS,
HapylleHusA, | CpeaHei
cpenHen CTEIIEHU
CTETICHH.
Cpennee 68,2 | 53,2 72,5 56 113,7 | 101,7 | 75,25 | 83 72,25 | 75 70,5 | 54,7
3HaYCHUE
* orMeueHbl okazatenu Ha pone O3T




4.2 IppexTuBHOCTH PpepMeHTO3aMecTUTEAbHOM Tepanuu npu MIIC 11
Jlunamuueckoe HaOMIO/IEHHE 10 Hayajda U Ha (oHe Tepamuu mpoBoaUioch 11
nanueHTam u3 18, tak kak 7 nauueHtoB nonydanu @3 T mmrenbHOCThIO MeHee | roaa,
YTO SIBJIIETCS] HEJJOCTATOYHBIM CPOKOM MPOBECHUS OLEHKH 3(PHEKTUBHOCTH JICUCHHUSI.
Cpenuuii Bo3pacT Havana tepanuu 7,9+2.6 net (ot 3-17 net), Me=8 ner.

Bcem 11 nmersm undysus npenapata Unypcynbdaza-anbha mnpoBoguiach u3
pacuera 0, 5mMr/kr 1 pa3 B HeIen BHYTPUBEHHO KameiabHO. CpenHss
MPOIOHKUTENBLHOCTh Tepanuu coctaBmia 2,6£1,2 roga (ot 1 -5 net), Me=2 rona.

V¥ Beex 11 nereit cpennue 3HaueHus: TeMnoB npubaBku B pocte Ha Gpore O3T He
peTeprenu 0coObIX H3MEHEeHUH (McXoqHoe - 4,64cM/ToT, B TUHAMUKE - 4,65¢M/TO[).
ITpu aTom y 5 (45,4%) umeno MecTo MOJIOKUTEIbHAS TUHAMUKA, TEMIT IPUPOCTa Ha
O3T yBenumuwmics B cpenHem oT wucxogHoro 4,48cm/rom 1m0  6,55cm/rog.
OtpunatensHass AuHaMuka Obuta BbIsiBIieHa y 4 (36,3%) mnanueHToB, B BHJE
YMEHBIIICHUs] TPUOaBKU B pocTe Ha 2,5cm/ron oT ucxoaHoro 4,7cm/ron. Y 2 (18,1%)
MaIMEeHTOB, TEMITbl POCTa yJIEPKUBAIUCH HA MPEKHEM ypOBHE, O0e3 u3MeHeHuu. [1pu
ATOM 3aJiep’KKa B (PU3MYECKOM Pa3BUTHUU ObLJIa OTMEUEHA y 6 MAIMEHTOB, 5 U3 HUX
OTCTaBaJIM B Pa3BUTUU JO Hayajia JEYCHUS U OUH peOCHOK, KOTOPHIA paHee MMEI
HOPMAaJIBHBIM TOKa3arenb pocta. CpemHee 3Ha4YeHHE MO Z-SCOIE y JAHHBIX JIETEH
cocTaBuiIo «— 4,3».

Pacmmpenne TeHu cepiiia B IMolnepeyHUKe oTMeuanaoch y 10 HalmromaeMbix
nereit, cpennee 3HaueHue KTU coctaBuno 59,2%. Y omHoro peGeHka B TUHAMHKE
KTU nopmanuzosaincsa u coctaBui 50% 1m0 cpaBHEHUIO ¢ UCXOAHBIM 54%, TOora Kak
y IpYToro JaHHBIM MOKa3arelb yBeaudmics u coctaBui 60%, npu ucxogaom 50%.

ITo nanapiM OxoKI' aunatauus monocTe cepiala MMENo MEeCTo y 3 JeTei,
cpennee 3naueHue KM coctaBuiio 110,5m1/M?. B nuHamuke y 2 U3 JaHHBIX 3 JeTei
3apErUCTPUPOBAHO IPOTPECCUPOBAHKME AWIATALIMM, B CPAaBHEHUU C HCXOJHBIMH
JaHHBIMH, Y oJiHOr0 pebenka KJIU yeemuumics ¢ 118 mu/m? 1o 120 mi/m?, B TO BpeMms
Kak y BToporo ¢ 119 /M2 10 126 /M2, Y 4 manmeHToB 0TMeYajach HOpMaJn3alus
pasmepoB mojiocted cepana Ha ¢one neuvenus. [lo manueiMm RWT ummeno mecto
KOHLIEHTpUYECKoe pemojnenupoBanus muokapaa JDK y 6 mamueHToB, y OJHOTO
pebeHka OblIa SKCHEHTpuYeckas runeptpodus. B nuHamuke, B CpaBHCHHH C
UCXOAHBIMH JIaHHBIMH, OTMEYaeTCsd CTaOWIM3alus COCTOSHUS MHOKapaa y 4
MalUeHTOB, VIyYIIeHWEe y S5 W yXyIlIeHHe B BHUAE KOHIEHTPUYECKOTO
peMoaenupoBaHusi y 2 ManbuuKoB. [IOBBIIIEHHBIE MOKA3aTENN COKPATUTEIbHOU
cnocobHoctn Muokapaa Ha goune @3T, cocrapnsBmue B cpeaHeM y 3 nerer 85% mo
JeYeHus1, HOpMaliM3oBaioch, y Bcex 11 nereir, cpennee 3Hauenne DPU 67,4%.
[TopaskeHue KJIamaHHOTO armapara cep/la yAepKUBaioch y Bcex aerei. OTMeqanoch
VIUIOTHEHUE CTBOPOK KaK MHTPAJIbHOTO, TaK W aopTanbHOro kinanaHoB B 100%.
NcxonHo HE0CTaTOUHOCTh MUTPaAIbHOTO Kilanana I crenenu Obu1a y 6 (54,5%) nereit,
I-1I creneneii y 1 (9%) pebenka, 11 crenenn — 3 (27,3%), I1-1II creneneit — 1 (9%). B
JUHAMUKE YCTAHOBIEHO yiyumieHue (QpyHkiuu kmamana y 4 (36,4+14,5%) nereid,
crabunuzanus mnpoiecca ormevanach y 6 (54,5%) nereit, y 1 (9%) umeno mecrto
HapacTaHWE CTENEHU HEIOCTATOYHOCTH. VICXOJHO CTBOPKHM aopTajbHOrO KilamaHa
oputn yriotHeHbl B 100%, HegocTaTouHOCTH | cTenenu npucytcTBoBasia y 4 (36,4%)
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nereit, Il cty 3 (27,2%) nanuenTtos, 6e3 peryprutanuu y 4 (36,4%) o6cnenyembix. Ha
¢doHe JieueHHs] OTMEUYANIOCh yiIydllleHne (QYHKIMHU KJlarmaHa B BUJI€ CHUXKEHUSI CTETICHU
peryprutanuu y 4 (36,4%) manuenTtoB, crabunuzanus umena mecto B 3 (27,3%)
cinydasx u yxyauenue y 4 (36,4%).

[lo manasiM Y3U opraHoB OpIOLIHOM MOJIOCTH TematoMeraiusi Obuia y 6
nanueHToB, cpenHee 3HaueHue BIIJ[ y manubpix gerert cocrtaBuio 114mm, BJIIJI
63,1mM. B nrHamMuke UCXOHO YBETMUYEHHBIE pa3Mepbl IEYEHN HOPMATU30BAIUCh Y 3
(27,2%) nereit, ymenpmmuch y 2 (18,2%) naumenTos: y omnoro BIT/ 117 mm, BJI/]
60 MM 1o cpaBHeHMIO ¢ ucxoaubiMu BITJ[ 120 MM, BJIZI 78 MM; y BTOpOro nanueHTa
BII 100 mm, BJIJ] 68 MM 1io cpaBHenuto ¢ ucxoausimu BITI 135 mm, BJIZ] 101 mm.
VYBenuueHue pasmepoB mnedeHu otmeuanoch y 2 (18,2%) manueHToB: y OJHOTO
orMevasioch yBenuueHHoe BIIJ[ 121 MM mo cpaBHEHHMIO C HCXOIHBIM Pa3MEpPOM
107mM, Torma kak pasmepbl BJIJ] ymensmmiuch ¢ 69 mm 1o 49mMMm. YV BTOpOro
namnueHTa Ttakxe orMmedanoch ypenumuenue BIIJ[ na 22 MM ot ucxoanoro 108 mm.
CrneHomeranusi OTCYTCTBOBaJa.

[To pe3ynbratam cnuporpaduu (tTadnuna 14) B fuHaMUKe y 2 MallMEeHTOB UMEET
MECTO YJy4YIIEeHUE BEHTHJISIMOHHOW CIIOCOOHOCTH JIETKHX: y OJIHOTO TallUCHTa
MOJIHAsI HOpMaJIM3allys MoKa3aTeyiel cnuporpaduu, Toria Kak y BTOporo 0TMeqanoch
Ky[IUPOBaHUE OOCTPYKTUBHOTO KOMIIOHEHTa JUCHYHKIIMK U  yMCHBIICHUE
PECTPUKTHBHOM NATOJIOTMU. YCTaHOBJIEHO moBbllieHHe nokazareneid FVC na 30%;
FEV1 na 34%; MEF75 na 65%; MEF50 na 37%%; MEF25 na 14%. Ognako, y 0JJHOTO
nanueHTa 0TMeUasaoch yXy/IIIeHre nokazareneil B BUie HapacTaHusi OOCTPYKTHBHOTO
KOMITOHEHTa pecniupaTopHoi nucynkuun. BeisBieHno camkenue nokazareneit: FVC
Ha 51,3%; FEV1 na 41,3%; MEF75 na 22,2%; MEF50 na 26,7%%; MEF25 na 33,9%
(Tabnuma 24).

Jucranuuio 6 MWT B nuHamuke 3 eTeil HE CMOIJIM IIPOUTH, KaK U B MOMEHT
HayvaJjia Tepanuu B CBS3H C TsDKEIoU popMoit 3ab0s1eBaHus. Y BCEX OCTaIbHBIX JeTei
UMEJI0 MECTO IMOJOKHUTENIbHAsl JIMHAMUKA B BHUAE YBEIWYEHUA MPOXOKICHUS
nuctaHiuu Ha 127w, cpennee 3HaueHue 6 MWT noctoBepHO yBEIMYMIIOCH € 264 M 110
391m (ot 172 no 650), Me=380m.

Taxum oOpazom Ha ¢pone D3T B 11€710M UMEET MECTO TTOJIOKUTEIbHAS TUHAMHUKA
B YMEHBIICHUU Pa3MEPOB I'E€NATOCIIEHOMETaIuu U YBEIIMYECHHH TOJIEPAHTHOCTH K
buzuueckort Harpyske. IlomoxuTenpbHOe BIMSHUE Ha (PU3MYECKOE Pa3BUTHE OBLIO
ormMeueHo Jumb B 18,1% cnyuas. OpHako, HEOAHO3HAYHBbIE PE3YJbTAThl IO
MOP(POPYHKITMOHATTEHOMY COCTOSIHUIO CEpJIlla, HECMOTPS Ha HOPMAIM3AIUIO0 H
CTAaOWIIM3AIMIO TATOJIOTMYECKOTO TpOoIecca, Y HEKOTOPHIX HWHAMBUAYYMOB HMEJIO
MECTO MPOTPECCUPOBAHME MATONOTUU. Hu y omHOTO marueHTa He ObUIO BBISIBICHO
MIPU3HAKOB JIErOYHOM runepteH3uu. Co CTOPOHBI BIXaTENbHON CUCTEMBI Y OJIHOTO
pebeHKa OTMEYanoch SIBHOE yXYAIICHHWE (PYHKIUU JIETKUX, HANMPOTHB 2 TMAIMEHTHI
MOKAa3aJIM yJIy4IlIeHUE C HOpMaIu3alneil HEKOTOPBIX MapaMeTPOB.
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Tabnuma 24 - Tlokazatenu cnuporpadun nanuentoB ¢ MIIC |l tTuna 1o u Ha hone 3T (% oT HOpMBI)

Ne FvC FvC | FEV1 | FEV1* | FEV1 | FEV1 | MEF MEF MEF MEF MEF | MEF | 3akmrouenue | 3akiroueHue
nanueH * /FVC | FVC* | 75 75* 50 50* 25 25* *

Ta

1 93,65 (42,6 | 77,31 | 36,15 85,48 | 92,48 | 43,25 21,06 45,74 | 19,68 71,91 | 38,51 | Hapymenue | Hapymenue
o 1o
OOCTPYKTHUBH | OOCTPYKTUBH
oMy TUITY | OMY THITY
JIETKOH TSDKEIJION
CTEIEHU CTEIEHU

2 40,5 81,3 | 45,58 |84,5 118,4 | 109,2 | 46,4 95 52,3 95 58,8 75,6 Hapymenue | Hapymenust
BEHTUJISILIMO | BEHTHISALMOH
HHO HOH
CIIOCOOHOCTH | CIIOCOOHOCTH
JIETKUX 110 | JETKHX HE
CMEIIIaHHOMY | BBISIBJICHO
THUITY
TSDKEJI0MN
CTENECHU

3 37,3 67,8 | 38,92 | 70,07 109,7 |109,3 | 45,14 101,96 | 39,43 | 69,74 36,49 | 55,9 Hapymenue | Hapymenue
BEHTWISILIMO | BEHTUIISLIMOH
HHOU HOU
CIIOCOOHOCTH | CIIOCOOHOCTH
JIETKUX MO | JIETKUX I10
CMEIIIaH THITY | PECTPUKTOBH
TSOKEJION oMYy THITY
CTEIICHU JIETKOI

CTENEHU
4 57,15 | 63,9 | 53,9 63,5 1045 |103,6 | 44,9 72,7 45,8 61,5 55,7 56,7

* orMeueHbl nnokaszatenu Ha poue @3T. M —cpennue 3HaueHne




4.3 IpdexTUBHOCTH hepMeHTO3aMecTHTEIbHOI Tepanuu npu MIIC VI

Ouenka s¢dextuBnoctu O3T Obuta mpoBeaeHa 5 npersm ¢ MIIC VI uz 7
ManueHToB. Tak Kak JUIMNTEIBHOCTH TEpAlMM y 2 IPYrux JETed COCTaBWiIa 5 Mec,
SBJISIICH KOPOTKUM TepuojaM Jyisi oueHKd 3(hQekTuBHOCTH Tepanuu. Ha MoMeHT
Havasia ®3T cpegnuit Bo3pact nmauueHtoB Obu1 8+2,7 net (ot 4 o 11 ner), Me=8 ner.

®3T npenaparom ["ancynbdasza nonydanu Bce 5 nereid U3 pacuera Imr/kr 1 pa3 B
HEJIEJI0 BHYTPUBEHHO KameiabHO. J[JIUTENbHOCTH Tepamuud B CpPEJHEM COCTaBUIIA
3,4+1,8 met (ot 1 -5 met) Me=4 rona.

Ha ¢one nedenuss ormedanach MONOKUTEIbHAS JUHAMHKA B (DU3UYECKOM
pa3BUTHH B BUJE yBennueHus npupocta y 2 (40%) aereit B cpenneM Ha 3,4cM B roji B
CpPaBHCHUH C UCXOTHBIMH JaHHBIMUA — 1,4cM B Toa. Y omHoro (20%) peOeHka TeMIt
npuOaBKY B JUIMHE Tejla OCTaBaJICsA Ha MpexHEeM ypoBHE — 1,8cM/Tojl, B TO BpeMsl Kak
y 2 (40%) neteit UMENI0 MECTO OTpHUIATEIbHAS TUHAMUKA B BUJIC YMEHBIIICHUS TEMIIOB
pocta (1,25cm/ron) B CpaBHEHHMM C JaHHBIMH JO Hadana Tepanuu (4,3cm/ron).
3anepkka B (pu3nyeckoM pa3BUTUM Obla oTMedeHa y 4 (80%) maiueHToB, cpeaHee
3Ha4YeHHUE M0 Z-SCOre coctaBuio — 6,6.

Ha pentrenorpammMe opraHoB I'pyaHON KJICTKH, TaHHBIC OCTAIHNCh MPEKHUMH, B
JTMHAMHKe oTMedaeTcss HekoTopoe ymeHnbiienne KTU na 5%, onnako, kapauomMeranus
ynepxkuBaetrcsi, 1 KTU B cpenmnem coctaBun 59,4%. CoxpaHsuioch TOpaKEHUE
KJIA[IaHHOTO armapara cepjilla B BHUJIC YIUIOTHEHUS MHUTPAIBLHOTO U AOPTaJbHOTO
kinanaHoB B 100%, oTmevanach oTpullaTesbHas AUHAMUKE B (YHKIUU a0PTAIbLHOTO
kinanaHa: y Asoux (40%) aereit npucoeaunmiack HepoctaTouHocTh AK | 1. YV 4 (80%)
O0TMEYaJoCh MPOTPECCUPOBaHKE NUCHYHKIIMN MUTpaIbHOrO KianaHa a0 llct. Jlums y
OJIHOTO peOeHKa TMaTOJIOTMUYEeCKUH TMpolecc B KIamaHax CTaOWIM3HpOBacCs,
OTCYTCTBOBAJIO KaK MPOTPECCHs MaTOJIOTUYECKOro Ipoliecca, Tak u ero perpeccus. [1o
nanabiM - KJIM mosoctu  cepiama HOpMalM30BaIMCh y  Bcex Jgerer. Tak ke
MOJIOXKUTENIbHOE BIIMSHHME OBLJIO OTMEUEHO M Ha TE€OMETPHUI0 MHOKap/ia B BHUJIE €€
HOpMaJu3aluu y 3 neTel ¥ YMEHbIIICHUS TUIIEPTPOdUU y OJJHOTO peOeHKaA.

[To pesynbratam Y3U opraHoB OpromHONW TOJOCTH, y BCEX HAOIIOJaeMbIX
NAIMEHTOB OTMEYalach HOpMalu3allus pa3MepoB MEUCHU M cele3eHKku. B cpennem
BII] cocraBuna 86mm, BJI/I- 45,6MM 1O CpaBHEHHIO C UCXOAHBIMU JTaHHBIMU, TJ€
BIII 6611 98 MM, BJIJI- 55,2 mwm.

Co CTOpOHBI JBIXaTEIBHOW CHCTEMBI OTMEYAIOCh YIYUIICHHS TMOKa3aTelell y
JBOMX TAIMEHTOB. Y OJIHOTO TAaIlMeHTa OOCTPYKTHUBHBI KOMIIOHEHT B JHUHAMHUKE
YMEHBIITWICS, COXPAaHWIACh PECTPUKTUBHAS TUCQYHKIIHS CPEHEN CTETICHH, TTPH STOM
Bce mokasarenn yBenumuminchk: FVC nHa 5,6%; FEV1 na 6,3%; MEF75 na 40,6%;
MEF50 na 1,8%; MEF25 na 22,8%. Y Broporo manuenTa yaep>KuBajiach HapyIlieHHe
BEHTWJIALIMOHHON CMOCOOHOCTH JIETKUX MO CMENIAHHOMY THUILY CPEIHEH CTEleHH, B
JTMHAMUKE OTMeUasioch yBenumdeHue Bcex nokasateneit: FVC na 9%; FEVI1 na 12%;
MEF75 na 31%; MEF50 na 31%; MEF25 na 21%. Opnako y 0HOTO MaiiieHTa UMEJI0
MECTO TPOTPECCHPOBAHUE TATOJOTUHM B BUIE CMEIIAHHOTO HAPYIICHHUS (PYHKIIUU
pPECIIUPATOPHOM CHCTEMBI TsDKEJIOM creneHd. (OTMEYaaoch CHUXKEHHUE BCEX
nokazareneii: FVC na 18,6%; FEV1 na 20,9%; MEF75 na 13,1%; MEF25 na 48,7%
(Tabmmma 25).
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Tect Ha BBIHOCIUMBOCTL K (¢usuyeckuM Harpyskam O6MWT moxkazan
MOJIOKUTENbHYIO JUHAMHUKY, B CpEIHEM JAWCTaHIUs YyBEJIMYWIach Ha 52M OT
UCXOJIHBIX JTaHHBIX 206M u coctaBmiia 258M (ot 203 no 280m), Me=275m. OnnHako y
OJIHOTO peOeHKa OTMEYaJIOCh yXYAILIECHHWE MOoKa3aTeseil, eclii paHee 3TOT peOeHOK
OpoXoaua 5 M, TO B JMHAMHKE OH YTpaTWI CIOCOOHOCTh MepeIBUraThCs
CaMOCTOSITEIIbHO. YXYIIIEHHUE €ro COCTOSIHUSI CBSI3aHO C TSDKEIBIM TEYEHUEM
3aboneBaHus - y>ke Ha MoMmeHT Hadana P33T ormeuanocws nopaxenue [{HC B Bume
MIPOTPECCUPYIOLLEH ruaponedanuu (pyHKUIIMOHUPYET HUCKYCCTBEHHBIN
BEHTPUKYJIONEPUTOHEAIbHBIA IIYHT ¢ 6 JIETHEro BO3pacTa, B TeyeHue 4 JeT),
BBIPA)KEHHOT'O KPAHHOBEPTEOPATbHOIO CTEHO3a, C JalbHEWIEed KoMIpeccHuei
CIOMHHOTO MO3Ta U Pa3BUTHEM HIKHETO Maparapesa.

Bce nern, monyuaromme ®3T mepeHocunu WHOY3UU yIOBIETBOPUTEIBHO.
Anneprudeckas peakius Obliia oTMeueHa b y ogHoro pedoenka K.E. Ha 6 undysuu
Harnazuma, y pebeHka Obliia peakiius B BUAE KPalMBHUIII, 0€CIIOKOMCTBA, OJBIIIKY C
3aTPyIHEHHBIM BBIIOXOM, MoabeMa TemnepaTypsl Tena 1o 38,6°C. Uudy3usa Obuia
BPEMEHHO OCTAHOBJIEHA, BBEJEH MPEIHU30J0H 2MI/KI, CYNpPACTUH, NPOBEJEHA
UHTAISIIU OpoHxoauinatatopoMm (6epoayan). Uepes 1,5 yaca mociie HOpMaIu3aluu
cocTosiHusg MH(QY3us OblIa MPOJOJDKEHA C YMEHBIIEHHEM CKOPOCTH BBEJEHUS /10 6
mi/yac. Crenyroue HWHPY3UM TPOJOIKAIMCHL B YCIOBHUSX CTallMOHapa Ha
MUHUMaJIBHOW (6MJ/9ac) CKOpPOCTH C TMpeaBapUTEIbHON JeceHcuOuIn3aIuen
AQHTUTUCTAMUHHBIMM  TIpemapaTtamM, MpHeMOM TpeaHu3onoHa. [lpu mombiTKe
YBEJIMUUTHh CKOPOCTh BBEACHHS Yy peOeHKa OTMEYalloCh YCUJICHUE MPOsBICHUN
auieprud. OgHAKO, UMEIUM MECTO HECKOIBKO «CBETIBIX» MPOMEKYTKOB, KOTIa
uHby3ua npoxoausia 06e3 peakiuu, peOEHOK kano0 He mnpeabsBisia. Ha manHbIi
MOMEHT peOeHok Tmpoaomkaer mnoiydate DO3T Ha ¢doHE aHTUTHCTAMUHHBIX
npenapaToB u ' KC Ha MenjieHHON CKOPOCTH 6mit/gac.

[TonBois UTOTH, MOXKHO PE3IOMUPOBaTh, uTO Ha (hoHe D3 T B 11€7I0M UMEET MECTO
MOJIOKUTENbHAA TUHAMUKA B BUJIE YMEHBIIEHUSI PA3MEPOB IeMaTOCIUICHOMETaluu 1
YBEJIMUEHUS TOJEPAHTHOCTH K (Pu3nyeckoi Harpyske. [lomoxkurenbHas nUHaMUKa B
npubaBke B pocte oTMevanach Jumb y 2 (40%) npereir. Co CTOpPOHBI
MOP(GODYHKIIMOHAIBHOTO COCTOSIHUS CEpIla, OTMEUAIOCh CTAOMIM3aIIHsI POIECCOB
IWIAaTallud TOJOCTeM W TUNepTpoPUu MHOKapja Mpu YXYAIWEHUH GYHKIUA
MUTPAJIIBHOTO U a0PTAIBHOTO KJamaHoB. Hu y o/lHOTO marumenTta He ObUTO BBISIBJICHO
MIPU3HAKOB JIETOYHOI rurnepTeH3uu. Co CTOPOHBI AbIXaTebHONW CUCTEMBI 2 TALIUEHTOB
MOKa3aJIM yIy4llIEeHUEe C HOpMaIU3alleil HEeKOTOPBIX TapaMeTpoB. Y OJIHOrO NallMEeHTa
MMEJI0O MECTO MPOrPECCUPOBAHUS MATOJOTHUECKOTO Tpoliecca B JIETKUX, Y peOCHKA
MMEJI0O MECTO BBIPKEHHOE CYKEHHE KPaHUOBEPTEOPAIbHOTO KaHalla, B CBA3U C UYeM
peOCHOK yTpaTHil CTOCOOHOCTh TIEPEIBUTATHCS CAMOCTOSITENIBHO.
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Tabnuia 25 - ITokazatenu cnuporpaduu (% ot HopMmbl) nanuertoB ¢ MIIC VI tuna no u Ha ¢pone ®3T

No FvVC | FvC | FEV1 | FEV1 | FEV1/ | FEV1/ | MEF MEF MEF MEF MEF | MEF | 3akmrouenue | 3akimroueH
rnaiue * * FVC FVC* 75 75* 50 50* 25 25* ue*
HTa
59,2 | 64,8 66,7 73,07 | 118,44 118,4 50,6 91,2 97,9 99,7 88,6 111,4 | Cmemannsiii | Hapymenue
THII o
HApYyIIEHUsA, | PECTPUKTHUB
cpenHen HOMY THITY,
CTEIECHU cpenHen
CTETICHU
2 36,2 | 17,6 40,77 | 19,8 118,4 118,4 449 31,8 39,6 41,7 86,32 | 37,6 Cwmemannpiii | Hapymenue
THII o
HapyIIEHUs, | PECTPUKTHUB
TSKEITON HOMY THILY,
CTEICHU TSIKEIION
CTETICHU
3 53,9 | 62 57,8 69 108 115,7 69,65 100 56 87 51,82 |72 Cwmemannbiii | Hapymenue
THIT o
HApPYIIECHUS, | PECTPUKTUB
cpenHen HOMY THITY,
CTEIIEHU cpenHen
CTETICHU
M 49,7 | 48 55 53,9 114,9 117,5 55,05 74,3 64,5 76 75,58 | 73,6
* oTMedeHbl mokazarenu Ha Gorne O3T. M
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CTATUCTHYECKAA
PE3YJIBTATOB

OBPABOTKA

HOJIYYEHHBIX

Tabnuua 26 — [loka3zatenu TOJEPAHTHOCTU K puznyeckoi Harpyske aereid ¢ MIIC

Tun 6MTW | )
MIIC IO JI€YEHUS Ha (OHE JICUCHUS
M (JIN 95%) M (JT1 95%)
1 2
MIIC I 283,2 (191-375) 295 (201-390) <0,05
MIIC 1T 193 (93-292) 284 (136-431) <0,05
MIIC 109 (-119-339) 188,2 (-18- 395) >0,05
VI
Bcee 214 (158-270) 271 (197-344) <0,05
THUTIBI
MIIC
Tabmuma 27 — INokazaTtenu ¢usudeckoro pazsutus aeteit ¢ MIIC
Tun Poct P12 Bec P34
MIIC JIO JISUEHUS Ha (one 0 JISUEHUS Ha (oHe
M (AU JedeHus M (JI1 95%) | neuenus M (AU
95%) M (JIN 95%) 95%)
1 3 4
MIIC T | 101,4 (87,5- | 117 (107-127) | <0,05 | 17 (13,3-20,6) | 21,8 (16-25,9) >0,05
115,9)
MIIC 112,9 (104- | 123 (112-134) | <0,05 | 24,8 (20,9-28) 32,4(23-41,6) <0,05
I 121,6)
MIIC 93 (75,6- 105 (87-122) | <0,05 18,5 (8,7- 23,7 (6,6-38,8) >0,05
VI 111) 28,2)
Bcee 103 (98-108) | 114 (107-122) | <0,05 | 20,7 (18-23,4) 26 (20-31) >0,05
THIIBI
MIIC
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Tabnuua 28 - Ilokazarenu cnuporpaduu nereit ¢ MIIC Ha pone pepMeHTO3aMeCTUTENBHON TEpATUU

Tunsr FvC P12 FEV1 P34 MEF 75 Ps.6 MEF 50 P7s MEF 25 Po.
MIIC 10 Ha 1o Ha 1o Ha bi o) Ha bi (o) Ha 10
neyenn | (QouHe nedeHu | ¢oHe aedeHu | ¢oHe aedeHn | QoHe neuenu | Qone
aM JICUCHU aM JICUCHU aM JICUCHU aM JICUCHU aM JICUCH
(I s M (an s M (an aM (an aM (an us M
95%) an 95%) (aun 95%) (an 95%) (an 95%) (an
95%) 95%) 95%) 95%) 95%)
1 2 3 4 5 6 7 8 9 10
MIIC I 68,2 49,5 >0,05 72,5 52,2 >0,05 | 75 (70- 73,8 >0,05 75,2 67 >0,0 | 72 (51- | 52,4 | >0,
(39,7- (28,4- (46,7- (36,2- 80) (32,7- (70-80) | (34,9- 5 92) (27,4- | 05
96,7) 70,7) 98,2) 68,1) 114,8) 100,2) 77,3)
MIIC 1T | 56, 8 (- 64,9 >0,05 53,4 66 >0,05 41,7 74,5 >0,05 45,6 69 >0,0 61,2 67,7 | >0,
22-135) | (39,2- (1,3- (32,9- (28,9- (16,2- (29- (14,5- 5 (37- (30,5- | 05
90,5) 105) 99) 54,5) 132) 62,2) 123) 85,4) 104)
MIIC 49,4 42,9 >0,05 54,8 47,9 >0,05 54,8 63,3 >0,05 64,5 66 >0,0 75 63,4 | >0,
VI (29,9- (4,7- (22-87) (4,9- (23,5- (3,8- (10- (15,4- 5 (22,9- (5,5- | 05
79) 81) 90,9) 86) 122) 139) 116) 127) 121)
Bcee 59 (44- 54,7 >0,05 61,4 57,7 >0,05 59 77,2 >0,05 61,8 71,8 >0,0 69 61,6 | >0,
THIIBI 74) (40,8- (48,8- (43,5- (47,3- (53,7- (47,5- (51,9- 5 (58,8- | (43,8- | 05
MIIC 68,7) 74,1) 71,9) 70) 100,6) 76) 91,7) 79,6) 79,3)
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Tabmuia 29 - MopdodyHkuroHanbHble nokasarenu cepaua nereit ¢ MIIC Ha ¢pone pepmMeHTO3aMECTUTENBLHON TEpanuu

Tun KTHU P1o EDI P34 T3CJDK Ps.6 MXII P7s )51 Po.
MIIC 10
110 Ha 110 Ha 110 Ha 10 Ha 110 Ha
neuenu | (Qoue jedeHu | QoHe nedeHu | ¢oHe nedeHu | ¢oHe nedeHu | QoHe
aM JICUCHH aM JICUCHU aM JICUCHU aM JICUCHU aM JICUCHU
(an aM (an aM (a1 aM (Jan aM (an aM
95%) (an 95%) (aun 95%) (an 95%) (an 95%) (an
95%) 95%) 95%) 95%) 95%)
1 2 3 4 5 6 7 8 9 10
MIIC I 58,8 56 (47- | >0,05 | 74 (46- 80,3 >0,0 8,5 8,9 >0,05 7,6 7,7 >0,05 | 67 (58 - | 61 (55- | >0,
(51,6- 66) 102,8) (59- 5 (6,8- (7,4- (6,4- (6,3- 76) 66) 05
67,9) 101) 10,1) 10,3) 8,7) 9,1)
MIIC IT | 56 (51- 54,7 >0,05 | 67,8 (- 47,8 <0,0 8,3 7,8 >0,05 | 7(4,6- | 7(2,6- | >0,05 74,6 70 (60- | >0,
60) (49,3- 14-150) | (30,9- 5 (5,6- (2,9- 9,3) 11,3) (71-78) 80) 05
60) 64,7) 10,9) 12,8)
MIIC 60 59,7 >0,05 | 52 (42- | 55(37- | >0,0 8,3 6,1 >0,05 | 9(7,6- | 6,6 (5- | >0,05 76 67,6 >0,
VI (38,4- (49,3- 62) 73) 5 (5,8- (4,5- 10,3) 8,3) (73,5- | (58-77) | 05
81,5) 70,1) 10,7) 7,7) 78,4)
Bce 58,3 57,5 >0,05 74,8 67,5 >0,0 8,4 7,6 >0,05 7,8 7,2 >0,05 715 65,4 <0,
THIIBI (55,7- | (55-60) (61,6- (55,7- 5 (7,7- (6,6- (7,3- (6,3- (67,5- (61,9- | 05
MIIC 60,9) 88) 79,4) 9,1) 8,5) 8,3) 7,1) 75,5) 68,9)
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Tabmuma 30 - CpenHue nokazarenu pa3MepoB neueHu u cenesenku y aeteit ¢ MIIC na pone ®3T

Turbr [Teuens BIT/] P1o [Teuens BJI/] P34 Cene3eHka JyinHa Ps.6 Cene3eHka TOJIMHA P7s
MIIC hi (o) Ha 10 Ha QOHE bi (0] Ha QoHE bi (0] Ha QoHE
JICUCHU (1)0He JICUCHU A JICHCHU A JICUCHU A jneuenuss M JICUCHU L Jeuenust M

M JICYCHU M (U M (A1 M (1 (AN 95%) M (AU (AN 95%)

an aM 95%) 95%) 95%) 95%)

95%) (an

95%)
1 2 3 4 5 6 7 8

MIIC 89 77 (47- | >0,05 51,2 35,6 >0,05 | 78,2 (69,9- | 76,4 (68,3- | >0,05 | 36,5 (31,4- | 34 (30-37,8) >0,05
I (81,5- 106) (42,9- (7,3- 86,4) 84,4) 41,5)

97,3) 59,6) 63,8)
MIIC 118 106,7 | >0,05 66,8 60 (51,8- | <0,05 | 116 (38- | 97,5(68,8- | >0,05 | 46 (23,6- 44,5 (29- >0,05
I (75,5- | (88,4- (39,4-94) 68,1) 193) 126) 68) 59,9)

160) 125)
MIIC 101 86,5 >0,05 58,3 50 (43,4- | <0,05 | 84,6 (43,6- | 76,2 (56,4- | >0,05 | 43,6 (12,6- | 34,7 (25,9- >0,05
VI (54,9- | (63,7- (33,4- 57,5) 125) 96) 74.7) 43,5)

147) 109) 83,2)
Bce 103,2 95,5 >0,05 59,8 50,6 <0,05 | 94,7 (84,8- 85 >0,05 | 41,8 (37,9- | 38,6 (35,4- >0,05
THIIBI (96- (87,1- (53,9- (43,7- 104,6) (77,6-92,7) 45,7) 41,9)
MIIC 110) 103,9) 65,8) 57,6)




6 BJIUSAHUE TEPCOHU®HUIIMPOBAHHOW KOMILUIEKCHOHN
TEPAIIU HA MOP®OD®YHKIHNOHAJBHOE COCTOSIHUE CEPILA
BOJIBHBIX MYKOIIOJIMUCAXAPHU1030M

[lepcoHnguupoBaHHOE KOMIUIEKCHOE JiedeHue, BKIoyano B cebs DO3T B
COYETaHUM C CHUMIITOMaTH4YecKor Tepamueid. CumnToMaTHdecKas Teparus
MPOBOAMIIACH JJISI TOJAJIEpKAHUS (PYHKIHUH CEPJICUHO-COCYAUCTOM CHUCTEMBI, U
coctosio u3 npenaparos rpynnsl u-Alld (Kantonpun) u quypetukos (Bepommnupos,
dypocemut). Beibop Tepanuu mpoBOAWIICS KaXAOMY MAllUCHTY WHIUWBHUAYAIBHO, C
yuetoM Mopdo-pyHkuuonanbubix nokazarened CCC mo ganHeiM  OxoKT.
YUUTBIBAIMCh HAJTWYHUE HEIOCTATOYHOCTEW MUTpaiibHOro KiamaHa II-III crenenen
u/unu  aopraipHoro kiamana [-lIl  cremenei, HapymieHne COKpaTUTEIBHOM
crocoOHOCTH MHOKap/a B Buje cHmwkeHus OU ke 50% wnmm 6onee 80%. Ipemapar
rpynmnbl u-All® (Kanronmpui) mpuMeHsUICS C 1LETbI0 CHUKEHMSI MOCTHAarpy3ku Ha
ceparte. JlozupoBka npoBoawiack u3 pacuera 0, 1Mr/kr/pa3zoBas n03a x 3 p/aeHs per os,
JUTUTENIBHOCTh Tepanuu coctaBuia 1-2 mec. C 1eabl0 CHIKEHMS MPEIHArPy3KH Ha
Cep/Ie HCIOIB30BAINCH TUYPETUKU: TIeTIeBON nuypeTuk (Dypocemun) u3 pacuera
IMr/KT/B 1eHBh B TeueHHe 3-5 MHEW W Jajnee Ha3HA4aJCs aHTOTOHHCT ajlbJACCTEPOHA,
Kanuii coeperaronuii nuypetuk (Bepommupon) u3 pacdera 1MI/Kr/B JIeHB per oS
JUIATEIBHOCTRIO 10 1 Mec.

N3 Bcex 23 nabmopaembix nereir ¢ MIIC I, II u VI tunamm 13 momyvanu
KOMIUIEKCHYIO TEpaluio BbIllI€yKa3aHHBIM mnpenapatamu. OctanbHbie 10 gereit
HaxoauiIuch Juib Ha O3T.

Taxkum oOGpazoM, obcieyeMble HaMU TIAIIUEHTHI OBLIN TTOACEHBI Ha 2 TPYIIIIB:
nepBas rpyImna, OCHOBHasl W AKCIIEpUMEHTAJIbHAS, MoJTy4JaBIas
NepCOHU(UIIMPOBAHHYIO  KOMIUIEKCHYr0  Tepamuio  (P3T  coBMecTHO ¢
CUMIITOMATHYECKMMH IIperapaTaMu) U BTOpas rpyImna KOHTpojbHast (Tonpko P3T).

N3 13 manmentoB ocHoBHOM rpymmbl 10 - ¢ MIIC VI u 3 - ¢ MIIC II. Ha momenT
Ha3HAYCHMS CUMIITOMaTU4YecKoW Tepanuu 4 paeredd yxe Haxoawauch Ha D3T, B
cpeaHeM B TeueHue 2,5 mer. Pesynprarel OxoKI' 10 Havama conmpoBOAUTEIbHOM
Tepanuu 1 Ha ee GoHe npeacTaBieHbl B Tadmie 30.

KontponbHas rpynma Obu1a npejacTaBieHa B koqudecTBe 10 60IbHBIX, U3 HUX 7
maueHToB ¢ MIIC I tuma, 2 - ¢ MIIC VI u 1 mamment MIIC II. Ha moment
npoBeaeHus Ha0moaeHui Bee Aetu nonydanu @3T. Pezynbratel OxoKI' g0 Havana u
Ha ee pore ®3T npencraBiensl B Tadauie 31.

B ocHoBHOII rpymiie Ha QoHE Tepanuy OTMEYanach MOJIOKHUTEIIbHASI TMHAMHKA Y
11 (84,6%) mnamueHTOB B BHAE YMEHBIICHHS CTENEHH HEAOCTATOYHOCTU Ha
MUTPAIHLHOM M aOpTajJbHOM KJIanaHax, HopMaju3aluu nojocter cepana y 4 (30,7%)
MalKUeHTOB, HOpMaIu3aluu reoMerpun Muokapaa y 3 (23%) nauuentoB. Bmecrte ¢
TeM, yXyAueHne MophoyHKIIMOHATEHOTO COCTOSTHUS cepIia HaOII0anocky 2 AeTei
(16,6%). B KOHTpOIBHOM TpyIIIe YAYYIICHUE B BUIC CTAOMIN3AIIUN TTATOJIOTHIESCKOTO
mporecca UMesio MecTo y 6 marueHToB (60%), B To Bpems kak y 4 (40%) nuchynkmms
KJIAaIIAaHHOTO alapaTta NporpeccupoBaia. Y MEHbIIICHHE AuiaTalus MOJOCTU JIEBOTO
KeTyJ0uKa OTMEYaJIoCh JHIIb y ojnHoro namnueHTa (10%), nanpotus B 20% ciaydaeB
MMEJI0 MECTO MPOrpecCHpoBaHUE JWJIaTallUd TMOJOCTeH ceplua. YMEHbIIECHUE
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runeprpopuu mMuokapaa umeno mecto B 40%, crabunuzanus HaTOJIOTHYECKOTO
npouecca orMevanach B 30% u'y 10% umeno Mecto nporpeccCupoBaHue TUIEPTPOPUH.
Taxkum oOpazom, MoppoPyHKIIMOHATBEHBIE TTOKA3aTEIN OKA3IUCh JIYUIIUE B TPYIIIE
MAlMEHTOB, MOJYYaBIIUX MEPCOHU(PUUIUPOBAHHYI0 KOMIUIEKCHYIO TEpaluio, IO

CpPaBHEHUIO C TPYNIOMN, HAXOAUBIIMXCS TOJIbKO HA D3T.

Tabnuua 31 — Y aenbHbIN Bec AeTell ¢ MOpakeHUEM CepAeYHOCOCYIUCTON CUCTEMBI B

3aBUCUMOCTH OT IpoBoauMoii Tepanuu (P+my,%)

BrrsBiaennas 1 rpynma (n=13) 2 rpymnmna (n=10)
HaToJIoTHA HUCXOJHO Ha (oHe HCXOJHO Ha (hoHe Teparnuun
Teparuu
HenocrarounocTs 23+11,67 61,5+13,5* 80+12,6 60+15,5
MK I crentenn
Henocraroynocts 46+13,8 30,7+£12,8 20+£12,6 40+15,5
MK II crertenn
Henocrarounoctu 23+11,7 7,7£7.4 0+8,7 0+8,7
MK III crenean
Henocraroynoctu 69+12,8 46+13,8 20+12.6 30+14,5
AK I crenenn
Henocrarounoctu 38,4+13,5 15,319,9 0+8,7 10+9,5
AK Il crenrenn
Junararus 53,8+13,8 15,3£9,9* 40+15,5 50+15,8
MOJIOCTEN cepJila 1o
nanaeiM KJI
H3menenue 15,349,9 38,4+13,5 40+15,5 40+15,5
TEOMETPHUH
MHOKapJia B BHIE
KOHIICHTPUYECKOTO
PEMOICITUPOBAHUS
DKCIEHTpUYECKas 23+11,7 7,7£7,4 0+8,7 20+12,6
rurnepTpodust
MHOKapJa
Konnenrpuueckas 7,7£7,4 0+6,4 30+14,5 10+9,5
rurnepTpodust
MHOKap/a
* - CTATUCTUYECKU 3HAYMMOE PA3JIMYME OT UCXOHBIX JTaHHBIX
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7 AJTOPUTM JUATHOCTUKM MYKONOJUCAXAPUIO30B ¥V
JETE HA YPOBHE AMBYJATOPHO - MOJHUKJIUHUYECKOW
MOMOILLU

YacTole pecniupaTOpHbIEC 3200JIeBaHMsI, OTUTHI U/WIIK IIYMHOE POTOBOE JbIXaHue +
pa3BUTHE KOHTPAKTYPHI CyCTaBOB

aa
PaccmoTpers rOBeHUIIBHBIN
SIBHBIE TPU3HAKK BOCHAJIEHUS CYCTaBOB aa WIMOTIATHYECKHH\ PeBMATOMHBIH
(mokpacHeHue, OTEK, BBIIIOT) —| aprpur
A
y Her

Jlpyrue npu3HaKy BOCHAJIEHHUS:

®  JIMXOpaJKa,

e yckopenue COD;

e moBeimeHue CPh; — n1a —

e  0OJb MPOMOPITUOHAIEHA CKOBAHHOCTH B CYCTaBaX;

e sddextuBHOCTs HIIBC.

l HET

KianHuuyeckye NpU3HAKH:

e I'pyOble uepThl JnNa («OAIICHHBIN)» Yepell, BBIBEPHYThIC HO3PH, 3allaBIiias IepeHOCHUIIa,
TOJICTBIE TyOBI), METTKHAE PEAKHIE 3YObl, OONBIION S3BIK, KOPOTKAS IIIes

e 3ajiepKKa pOCTa U JUCTIPOIIOPIIMOHATILHOE CTPOCHHE CKEJleTa, CrudaTelbHbIe KOHTPAKTYPHI
BEPXHHX M HIDKHUX KOHEYHOCTEH, IMUPOKHE JTAJJIOHHN U CTOITBI

e Jledhopmaliuu mO3BOHOYHMKA (KH(O3bI, CKOIHO3bI), PEHTTCHOJOIHYECKHU - "phIObH" ITO3BOHKH

e ['ematocruieHoMeranus 0e3 cuHApoMa nutonusa (HeBbicokne ypoBaH AT n AcT)

e l3MeHeHUs KITAaHOB cepliia, MUOKap/ia, SHI0KapIa, KPYIMHBIX apTepuil 1 KOPOHAPHBIX
COCYJIOB

e [1axOBO-MOIIOHOYHBIC TPHIKH

e CHIKEHUE CITyXa, IOMYTHEHHE POTOBHIIbI

e Perpecc uHTEIEKTYalIbHBIX HABHIKOB

aa
v Pecny01ukaHCKue HEHTPBI:

Bricoka BepositHocte MIIC | —»

HIIMuIX (Aamatsr), HHIIM /I (AcTana)

A 4

HccnenoBanue ypoBeHs JIN30COMHBIX
dbepmenToB, xapaktepabix aiss MIIC

Pucynok 9
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8 OBCYXJIEHUE NOJYYEHHBIX PE3YJBbTATOB

OTnuuuTenbHble TMOKa3aTenu pacnpoctpaHeHHoctd MIIC B pa3nuyHbIX
MOMYJISIIIUSX, OTCYTCTBUE JAHHBIX O YAaCTOTE BBISBICHMS JTAHHOW MATOJIOTUU CPEIU
nereit KazaxcTtaHa, MpOTHBOPEYUBOCTHh JAHHBIX 00 OCOOCHHOCTSX KJIMHUYECKOTO
TeueHus 3aboseBanus U 3ppextuBHocTy P3T; a TakxKe OTCYTCTBHE aJaITUPOBAHHOTO
K HameMmy peruoHy anroputMa auarHoctukn MIIC wa ypoBHe [IMCII
CBUJICTEIILCTBYIOT 00 aKTyaJlbHOCTHU BRIOpPAHHOM TEMBI HCClIeI0BaHuUA. B cBs3U ¢ uem
HaMHM MOCTaBJICHA 11€J1b — MOBBIIICHUE 2P (HEKTUBHOCTH KOMIUJIEKCHOTO JICUEHUS IeTeH
¢ MIIC. [ns mocTuxeHus MOCTaBICHHOM 11eJIU UCCeAoBaHus B pabote TpeboBaioch
BBITIOJIHCHUE CIEAYIONIUX 3aJlay. YCTAaHOBUTH 4YacTOTy 3aboneBaemoctu MIIC B
Pecnyonuke Kazaxcran; uzyuuTb ocoOeHHOCTH KiuHuueckoro tedueHus MIIC y
JI€TeH; YCOBEPILEHCTBOBATh KOMILIEKCHOE JeueHue aereit ¢ MIIC B 3aBucumocTu ot
OCOOCHHOCTU KJIMHUYECKOTO TEUEHUsI; pa3padoTaTh aJIrOpUTM JAUATrHOCTUKUA U
seuyenus, 6onpHBIX MIIC.

Jlnst pelieHus MOCTaBJICHHBIX 3aj7]ad MPOBEICH KOMIUIEKC HCCieA0oBaHui y 43
neTer B Bo3pacte OT 8 MecsreB A0 15 jet ¢ BepuduimpoBanubiM auarsozom MIIC,
u3 Hux 13 ¢ MIIC 1 tuna, 18 ¢ MIIC II tun, 5 ¢ MIIC IV-A u 7 ¢ MIIC VI.

Kpome TOro, mpoBeieH pacyeT dYacTOThl BBISBICHUS OOJBHBIX JETEH ¢
paznuuHbiMu TUniamu MIIC ¢ 1995 rona no 2016 roast B Kazaxcrane na 100 000
KUBOPOXKJICHHBIX JETEH 3a ATOT MEpPUOJ, T.K. caMmblii ctapiuii pedenok ¢ MIIC 6b1
1995 roma poxnenusa, a camblid mMuaamuid — 2016 roga poxkaenus. s 1aHHOTO
pacdeTra HEOOXOAMMO OBbUIO 3HATH KOJMYECTBO >KUBOPOXKIEHHBIX NETEH 3a Mepuoj
uccienaoBanus. CoryiacHo opUITMaIbLHBIM CTATUCTUUECKUM JTaHHBIM ¢ 1995 mo 2016
roJl B CTpaHe POAUIIOCH KUBBIMU 6 635 509 nerei.

B 2009 roay BnepBbie B Kazaxcrane Hayamu mpoBoAuTh AuarHoctuky MIIC
yTeM ONpe/eeHHUs] aKTUBHOCTH JTU30COMAIbHBIX (DEPMEHTOB B JIEHKOLUTAX (B CYXOH
karuie kpoBH). K aTtomy nepuony Ha yuere Haxoawinch Beero Tpoe aerei: ¢ MIIC II -
1, MIIC VI — 2. C 2009 uner aktuBHasi paboTa MO paHHEMY BBISBICHUIO TaHHOMN
NaTOJIOTUU CPENU AETeH, B pe3ysibTaTe Yero 3a 3TOT MEepUOj KOJTUYECTBO OOJIBHBIX C
BepuduimpoBanHeiM nuarHozom MIIC Bospocno g0 46. Cpenu wux 20 (43,4%) ¢
MIIC II (cunapom Xantepa), 13 (28,2%) aereit ¢ MIIC I (cunapom I'ypnep, ['ypaep-
[leiie, leiie), 8 (17,3%) naunentoB ¢ MIIC VI (cunapom Mapoto-Jlamu) u 5 nereit
(10,8%) ¢ MIIC IV A (cungpom Mopkuo). 3a mepuos HaOMOACHUN HE OBLIO
yctanoBieHo Hu oaHoro ciaydas ¢ MIIC III, VII u IX. BeposiTHO, 3TO CBSI3aHO C TeM,
yto nannbie Tunbl MIIC e umeror ananoruunasii Mopdodentun ¢ MIIC I, IL, IV u VI,
B KJIMHUKE Mpeo0JialaeT BbIpAXKCHHAsT WHTEIUICKTyalbHas 3ajepxkka. MOoXHO
NPEANOJNIOKUTh, YTO MO HPUYMHE  OTCYTCTBUS  METOJOB  JUArHOCTUKHU
(?H3UMOIMAarHOCTUKA, MOJIEKYJIIPHO-TEHETUYECKOE HcclieioBanue) 3Tux BujioB MIIC
B PK u mManoil OCBEOJOMJICHHOCTH MEIUIIMHCKOIO MEpPCOHaNa O JAHHOW, PEIKOH
MATOJIOTHH, TaKWE JETH C KIMHUKOW TpyOO#l 3alepiKKU TCHUXO-PEYEBOTO PA3BUTHS
HaxoJsTCs C APYTUMU JUAarHo3amMu Ha «J[» ydyeTe y HeBpOMaToIoroB.

Hamu Oputa ycTaHOBIIEHA TOJBKO perucTpupyemMas pacupoctpaneHHocTh MIIC,
YTO HE MOXET OTpa)xaThb PEajbHYI0 PacHpOCTPAHEHHOCTh 3a00JIeBaHMS, TaK Kak
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nuarno3 MIIC ycranaBnuBaics y aetei no oopamaeMoctd. OgHako, Takas MpakTUKa
MPUMEHSIETCS. MPAKTUYECKM BO BCEX CTpaHaX MuHpa, T.K. TPOBEJCHUE
AMUJEMHUOJIOTUUECKUX HccieaoBaHui peakux (opdanHbIX) 3aboneBaHuil TpeOyeT
OOJBIINX 3aTparT.

Takum o6pa3oM, HaMH yCTaHOBJIEHA YacToTa BcTpeuaemocTu Bcex TuroB MIIC B
Kazaxcrane, kotopas coctaBuia 0,75 va 100 000 >kMBOpOKIEHHBIX, UTO 3HAYUTEIBHO
HIDKE, YeM B JIPYTHX HCCIENOBaHMAX. Tak, cpeau omyOJMKOBaHHBIX paboT, camas
Hu3kass vactora Bcex TumnoB MIIC otmedeno B IlIBerum, Jlanuu wu Ilosbiie
(coorBerctBenno 1,75; 1, 77 u 1,81 na 100 000 xuBopoxnaennsix). Cpenu MIIC
HauOosee vanie B crpaHe Bcrpedaerca MIIC II tuma — 0,32: 100 000. Hanee mo
yobiBaromieit cneaytoT MIIC I tuna — 0,22: 100 000; MIIC VI tuna — 0,13: 100 000 u
MIIC IV-A tuna — 0,08: 100 000.

Pacnpocrpanennocts MIIC nmo Mupy uimeer pernoHaibHbie ocobeHHOocTH. [lo
HaIIUM pe3ysibTataM Hanbosee pacnpoctpanerusiit Tun MIIC 11, ¢ wactoroit 0,32: 100
000, yTo TO NHUTEPAaTYpPHBIM JaHHBIM BBIIIE TMOKa3aTeiael EBporelickux cTpaH:
[Tonema, Hunepnaunel, I'epmanus, Actpusi, Hopserus, lanus, [IBeuus u Yexus,
rae yamie Bcero Berpeuaercs MIIC I (cunapom Candumumnmo). OpgHako, HUXe
pe3yJIbTaTOB HCCIIENOBaHUM, MpoBeneHHbIX B TaiiBane, rae uyactora MIIC I
coctaBuna 1,07 ma 100 000 (2,05 wa 100 000 >KMBOPOXJACHHBIX MAJIBUUKOB), B
IMPOILIEHTHOM cooTHoleHue 52% ot Bcex nuarHoctupoBaHHbIX ciydaeB MIIC. Tlo
JaHHBIM HaOJroAeHUH, npoBeaeHHbIX B KOxHol Kopen, moutu 50% Bcex MarueHTOB
¢ MIIC, npencrabnensl cunapoMoM Xantepa (MIIC II), Takue ke gaHHBIE B
uccieaoBanusax, nposeaeHHbIX B Anonuu. MIIC Il manbGonee dacto BcTpedaeTcs: B
cTpaHax A3uM, UCKIIOUYECHHEM 13 EBponeiicKuX cTpaH sBIseTCs DCTOHUSA, I1€ CaMbIM
yacteiM THIOM siBiisierca MIIC 1I, ¢ pacnpoctpanenHocteio 2,16 na 100 000
KUBOPOXKJICHHBIX, YTO B JBa pa3a BBIIIE pPE3yJIbTATOB JPYTUX HUCCIEAOBAaHUU B
eBponeiicko momynsiiud. B Pecnybnmuke Kazaxcran mamuentst ¢ MIIC 11 mo
HAllMOHAJbHOMY cocTaBy B 89,4% mpencTaBiaeHbl Ka3aXCKOM MOMYJISLHUEH.

Bropoii no yacrote tun B Pecniyonuke Kazaxcran sinserca MIIC I B konnuecTse
13 genoBexk (28,8%), ¢ wacroToii 0,22: 100000 >kMBOPOKAEHHBIX, YTO BHIIIE JaHHBIX B
TaiiBane (6%), FOxnoit Kopee (15,3%) u Ocronuu, rae He 3aperucTpUpPOBAHO HU
ogHoro cnyyas MIIC [I. Hamwu 1gaHHble CONOCTaBUMBI € JIaHHBIMU
pacnpoctpanerHHocTH nanHoro tuma B [Toseme (0,22:100 000). Ha tpeThem mMecTe 1o
pacnpoctpaHeHHOCTH coctaBuwian OoipHBIe MIIC VI B kommuectBe 8 (17,7%) c
gactotoit 0,13 Ha 100 000 >kxMBOPOKIEHHBIX, YTO BBIIIE MOKa3aTeneil EBpomneickux
ctpaH, TaiiBanu (6,9%) u IOxuoit Kopen (1,4%), rabimnua 1. Haunbosee penkuii THIT B
Pecnyonmke Kazaxcran — MIIC IVA B xommuectBe S5 (11,1%) c wacroroit
Bcrpedaemoctu 0,08 na 100 000 >XkMBOpPOKIEHHBIX, YTO peke 4eMm B EBpomeiickux
ctpanax u TaiiBane (16,1%), omnako Bbime aaHHbIX HOxHoil Kopeu (9,5%) u
DcToHuH, rae HeT Hu ogHoro ciayyas ¢ MIIC 1V.

Taxum oOpazom, ecnu B eBponeickoi nomyssiiuu npeobdmagaer MIIC I tuma,
TO COTJIaCHO HCCJEOBaHUsAM, MpoBeJAeHHbIM B TailiBane, HOxuoit Kopee wu
pe3yibpTaTaM Hallux HaOMoAeHU B A3MaTCKUX cTpaHax HauOoliee pacnpoctpaneH Il
tun MIIC. Cpenu 6onpHbIXx MIIC II Tuma B Hamel ctpane 92,8% coCTaBISIOT JUlla
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Ka3aXCKOW HAIMOHAIBHOCTHU. M3 3TOro MOxHO BBIABUHYTH runore3y, uro MIIC II
0oJiee XxapaKTepeH Il a3UaTCKOU Momy siuuu. st moATBEP K ACHUS TaHHOM TUIIOTE3bI
HEO0OXOIMMO MPOBOAMTH IeHeTHueckoe uccienoBanue aerei ¢ MIIC II, ¢ nenbro
BO3MOKHOT'O BBISIBIICHUSI MyTallui, XapaKTePHBIX JJI1 a3UaTCKOUN MOIMYJISIIHUHN.

[To naHHBIM MOJIEKYJISIPHO-TEHETUUECKUX UCCIEIOBAHUM KPOBH Y 3 MAIIMEHTOB C
MIIC I, y 1 nauuenta ¢ MIIC 11, y 4 nereit ¢ MIIC IVA u y 1 pebenka ¢ MIIC VI
ObUTM BBISIBJICHBI HOBBIE, paHee HE OMUCAHHbIE B MEXIyHapoJHOW Oa3e JaHHBIX
HGMD, myrtamuu. 9To CBUIETEIBCTBYET O BO3MOKHBIX T'€HETHYECKUX MYTAIUSX,
CBOMCTBEHHBIX [JII Ka3axCKOW MOMYJSIHNKN, OJHAKO Jisi JaHHOTO YTBEPKICHUS
TpeOyeTcsi TpoBeAcHUE JalbHEUIIUX ucchaenoBanuii cpenu aereit ¢ MIIC B
Pecny6nuke KazaxcraHn.

Huarno3z MIIC Obu1 BepuduuupoBaH 46 nanueHTam B cpeiHeM B Bo3pacte 5,75
net. Ilocne moctanoBku auaruosa, Bce aetu ¢ MIIC I, II u VI Obuin moaKIIFOYeHBI K
@3T, cpennuii BO3pacT Ha4YaJla TEparuu coctaBuia 6,9 Jer.

Onuum u3 meronoB jedeHuss MIIC I na pannux cragusax sisiagercs TI'CK,
KOTOpBIN ObLI TipoBeseH ogHoMy pedenky ¢ MIIC I B Bo3pacte 2 ner 7 mec 8 HUU
JIETCKOM OHKOJIOTMH, TeMaTOJIOTHH, TpaHcIuianTosorun um.l'opbaueBoii P.M. B
r.Cankr-Ilerepoypre (Poccus). Ilocne TI'CK oTmeuancs kopoTkuii mepuoj noabeMa
AKTUBHOCTH JIN30COMAILHOTO (pepMmeHTa anbda-L-unyporuaassl 1o 83,5HM/mMr/184
(HopMma 61-175). Onnako, Ha BTOpoMm Toay mocie TI'CK mporpecCMBHO CHUKAJICS
xumepusm 10 10-19% u Habmroganoch yMEHbIIEHHE aKTHBHOCTU JIU30COMAJIBHOTO
dbepmenta 1o 26,1HM/mr/184 (Hopma 61-175). B ¢BsA3u ¢ yeM OBLJI0 KOHCTATUPOBAHO
OTTOp’KE€HUE TpaHCIUIaHTaHTa U B geBpasie 2017r peGeHoKk ObUT CHOBA MOJAKIIOYEH K
@3T. [lepepsiB B Tepanuu cocTaBui 2,5 roJa, OTHAKO MO Pe3yIbTaTaM KOMILIEKCHOTO
oOcneoBaHMsl COMAaTUYECKU y peOeHka 3abojeBaHHME HE MPOTPEeCcCHpPOBAIO, YTO
BEPOSATHO CBA3aHO C 3(PPEeKTOM HOPMaIBLHON aKTUBHOCTH JIN30COMAJILHOTO (hepMeHTa
B nnepuon nocie TT'CK.

Knunnueckue mnposinenuss MIIC y  nereit B PecnyOnuke Kasaxcran
BapuabenpHbl M 3aBucAT oT Tuna MIIC u Tsbkectu ero tedenus. Ilo pesynpratam
koMIuiekcHoro wucciaenoBanus nered ¢ MIIC I, II, IVA u VI tunmamum Obuia
YCTaHOBJICHA 3aJIEpP’KKa B (PU3NYECKOM pa3BUTHHU y 86% AeTeil, moka3zaTeiau IJIUHBI U
Macchl Tenma ObUIu Ha ypoBHE 3-10 mepleHTHIe, y HEKOTOPBIX JeTei TaHHbIC ObLIH
Hke 3 mepueHtuied. Uto Koppenupyer ¢ JIUTepaTypHBIMHU JaHHBIMH, B paboTax
Schwartz I.V. co coart, y manuentoB ¢ MIIC |l Tumom oTMeuanach 3ajepikka B pocTe,
MOKa3aTelu JJIMHBI TeJla ObLIN HUKE 3 MeplieHTHIIeH; 1o JaHHbpIM padot Polgreen L.E
¢ coaBT. y nanpeHToB ¢ MIIC I Tunom B 86% oTmedancss HU3KU poCT, O TaHHBIM Z-
score oTMevasioch 3HaYMTENbHAs 3anepkka B pocte Ha — 3,5; Decker C. C coasr.
OTMETWJIa 33JIepPKKY B pocte y marueHToB ¢ MIIC VI tunom. IlaTtorenes 3anepxku
pocta ipu MIIC g0 xoHUA HE W3y4eH, MO JAAHHBIM pPsifa aBTOPOM 3TO BO3MOXKHO
CBSI3aHO C MTOPAXKEHHEM KOCTHO-CYCTaBHOM CUCTEMBI, HakomieHnem ['Al’ B 30He pocta
KOCTeH W SHIOKpUHHOW martoyoruid [55,180,187]. KoctHo-cycTaBHBIE W3MEHEHUS
(xuhoCKOIN03, TYTOMOABUKHOCTh CYCTaBOB) oT™Meuainuch y Beex aeteit ¢ MIIC [, I u
VI tunamu. ¥V npereit ¢ MIIC IV A B 100% Ob1710 TUNIUYHOE MOpPaKEHHUE KOCTHO-
CYCTaBHOM CHUCTEMbl B BHUJE YKOPOYEHHUS JIOKTEBOM KOCTH, THIEPMOOMIBHOCTH H
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pa3z0osTaHHOCTH cycTaBoB. JluneBoi aucmopdusm, MakporioccHs, maTojaoruyeckas
dbopma 3y00B, MyNmOYHBIC W/WIU MaxOBble TpbDkH oTMedaiuch B 100% ciyuaes.
KoctHO-cycTaBHbIe mopaxeHus sBistoTcss xapkrepHbiM s MIIC I, II, IVA u VI
THUIIOB, YTO OMKCaHO B paborax Simonaro C.M., Tomatsu S., Oussoren E. Herati R.S.,
Harmatz P [181, 197, 22, 127, 185].

[lo namubiM  Y3M opraHoB OpIOIIHOM TMOJOCTM TemaroMeranus Obuia
ycTaHoBiieHa B 67,2%, cruieHomeranus B 6,9%. ['enaromeranus siBIsieTCS MapKepoM
HakoruieHus HepacuierieHHbIx ['Al' B opranusme u Habmonaercs npu MIIC |, 11, IVA
1 V| Tunax u no JaHHBIM 3apyO€KHBIX YUEHBIX YACTOTA €€ BCTPEYAEMOCTH Obljla BhIIIIE
u coctaBmia 80-89%, uto Obuto ommcaHoB B padorax Cheema H.A., Giugliani R.,
Neufeld E.F., Muenzer J. [lo maHHBIM HCCIIEZIOBaHUI BBINICYINOMSHYTHIX aBTOPOB
cruienoMeranus npu MIIC Obuia 3apeructpupoBana B 10 pa3 yamie yeM IpH Halem
HaOroieHny 1 coctaBuna 67-72% [134, 32, 326, 327].

Pacmnpenne TeHu cepaina Mo JaHHBIM PEHTIE€HOTPAMMbl OPTaHOB TPYAHOM
KIeTku Obuto orMmeueHo B 82%, cpemnee 3HaueHue KTU cocraBuno 59,2%.
YInoTHEHHE CTBOPOK KaK MHUTPAJIbHOTO, TaK M aOPTAIBHOTO KJIAlaHoOB, C HUX
HegocTaTouHoCcThIO OT I 1o 111 creneneit ycranosieno y 100% 6onpHBIX. BoBrieuenue
B TIATOJIOTHYECKHI MPOIEeCC TPUKYCIHAAIBHOTO KJalaHa W KIamaHa JIerOYHOU
apTepuu He OBUIO 3apErMCTPUPOBAHO HU Y OJHOTO nanuenTa. CorjiacHo pe3yjabrataM
HAO0JII0IEHNI 3apyOEKHBIX CIIEHUATUCTOB MOpaKeHHe KIAMaHHOro armapaTa cep/ua
BcTpeuaerca B 60-90% npu MIIC. Haubonee gacto B 92% ciyyaeB peructpupyetcs
HEJIOCTATOYHOCTh MUTPAJIBHOTO KilamaHa, B 57% - aoprajpHOro Kiamana [75, 76].
Junartaius moJiocteit cepia umena mecto B 36%, cpennee 3nHauenue KJIM coctaBuiio
96Mn/M2, npu HOpMe 110 75M/M2. HapylieHns reoMeTpuy MUOKap/a o faHHsIM RWT
ObUJI0O  BBIABIEHO B 600,6%: KOHUEHTpuueckas rumneptpobus B  34,6%,
KOHIIEHTPUUYECKOe peMojenupoBanue B 46,1%, u skcueHTpuueckas runeprpodus B
19,2%. CornacHo JHUTEpaTypHBIM JaHHBIM THUIEPTPOPHUS MHOKapaa JIEBOTO
KEITyJ0YKa BCTPEYAETCS Yallle 10 CPABHEHUIO C HAILIUMU PE3yJIbTaTAMU U COCTABISET
43%. Ilo pesynbratam onpenenenuss CAIDK, Hu B ogHOM ciyyae He ObLIO TPU3HAKOB
JIETOYHOM TUIEPTEH3UHM, HAMPOTHB [0 JAHHBIM HCCIEOOBAHUS, MPOBEICHHOTO
Gabriela N. Leal ¢ coaBr. nerounas runeprensust y mnarueHtoB ¢ MIIC ¢ Obuia
ycTaHoBJIeHa B 36% | SBHJIACh MPUYUHOM JIETAILHOT'O Ucxoa B 7% [78].

Opnomy mammeHty 1m0 ycraHoBieHusi nuarHoza MIIC I, Oputa mpoBeneHa
BaJIbBYJIOIUIACTUKA MOPAXKEHHOTO MUTPAJIBHOIO KialaHa, OJHAKO HECMOTpPs Ha
npoBenennoe jeuenne U O3T B TeueHue 2 neT, OTMEUAIOCh YXYAIICHUHA (YHKIIAN
KJIaIlaHA B BUJI€ HAPAaCTaHUS HENOCTATOYHOCTH 10 Il crenenu.

[TopakeHre AbIXaTEIbHONW CUCTEMBI B BUJI€ YACTHIX PECTIUPATOPHBIX MH(PEKIIUU
ormeueHo B 100%, mpu 3ToM mIymMHOE JibixaHue U xpan Bo cHe — 90%. Ilo nanHbIM
criuporpaduu, HapylIeHUE BEHTHIAIIMOHHON CIIOCOOHOCTH JIETKUX JIETKOW CTETICHU
ObLTO BBISABICHO Y 53,8%, cpemHei creneHn TsokecTH y 15,3% U TsKeIo# cTerneHu B
30,7%. PesynapTaThl HAOMIOACHUN WTANBIHCKUX YYCHBIX YCTAaHOBWUJIH, YTO
PEIMANBUPYIOIINE peCIMpaTOpHbIE 3a00aeBanus y nanueHToB ¢ MIIC BetpewaroTcs
¢ yactotoi 75%, 49TO HEDKE pe3yibTaroB, moiydeHHbIX Hamu [104]. Hapymenwue
JbIXaHWE BO BPEMSl CHA B BUJIE Xpama U IIYMHOTO JIBIXaHUS MO JaHHBIM PE3yJIbTaTOB
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3apyOeKHBIX HAONMIONCHUI UACHTUYHO pe3yJibTaTaM HalluxX HaOMoJAeHUN U
cocrapsieT 6onee 80% [84].

Bosneuenne B maronornueckui npouecc JIOP opraHoB B BHIE aI€HOWIOB,
runepTpo@uu HEOHBIX MUHAAJIMH U 4YacThle SKCCYAaTHUBHBIE OTUTHI — 85,6 %, 4TO
HECKOJIBKO BBIIIE JIMTEPATYPHBIX JAHHBIX, TUNEPTPOPHUS MUHIAIUH BCTPEUYACTCS B
75%, peumauBupyromire oTuTsl B 30% [104].

HouHoll pecipaTopHblii MOHUTOPUHT ObUT MPOBEJEH AETSIM B KOJIMYECTBE 8 U 'y
Bcex 8 nereit Obu1 yctanoBieH COAC: y 6 nereit ctenenb COAC Obuta Jierkou, y 2
nanueHToB COAC Tskenoit creneHu. CaMoe MpOIOKUTEIBHOE alHOd COCTaBUIIO
2muH30”, OBUTO 3aperucTpupoBaHO y mamueHTa c¢ Tsxenoi (opmoit MIIC II. Ilo
pe3yibpTaTtaM Hamux HaOmoaeHui y Bcex 8 manueHToB (100%) ObL1 3aperucTpupoBaH
COAC, 4T0 KOppEeIupyeT ¢ JUTEpPATypHBIMH JAaHHBIMHU, COTJACHO pe3yJibTaTam
Carvalho Lopes et al. (2013) COAC B 100% ObL1 yCTaHOBJIEH B @3UAaTCKOM MOMYJISIIUM
u [95, 96]. B Esponeiickoii momynsiiuu yactora BcTrpeuaemoctu COAC cpenu
naruenToB ¢ MIIC cocrasmnsiet ot 40% 10 95% [87, 86, 91, 92, 94].

Co cTOpOoHBI 3peHUsI IOMYTHEHHUE POTOBUIIBI OBUIO YCTAaHOBJIEHO y 66% nerteil,
YTO BBIIIE PE3yJIbTATOB HAOIOJNCHUM CHEIUATUCTOB U3 BenukoOpuTaHuu, T7€
MOMYTHEHUE POTOBHUIIBI OBUIO OTMedeHO y 38%, M pe3ynbTaTOB HUCCIEIOBAHUIA,
nposeneHHbIX B [TopTyramuu — 55% [119, 233]

TonepanTHOCTh K (U3MYECKOW Harpy3ke OLEHUBAJIOCh MeTroaoM OMTX,
koTtopeiii He cMoriu npoutu S aereit: 4 ¢ MIIC II u ogqun ¢ MIIC VI. Cpennsis
JTUCTAHIIUS Y OCTAIBHBIX JIeTell cocTaBmia 268M, 4TO HIKE pe3ybTaTObl HAOIIOIeHU
Nascu I u Link ¢ coaBrt, rae nucrannusa cocraBuiaa 363,5 M 1 362M COOTBETCTBEHHO
[234, 235].

[Topaxxenue LIHC B Buae ruaponedanuu NprucyTCTBOBANIO y BCEX 00CIEAYEMbIX
JIETei, 4To coriacyercs ¢ pe3yibraramu HaOmoaeHuit Manara R. C coasrt, rae y 100%
narenToB ¢ MIIC o nanasiMm MPT umeno mecro runpornedanusio [116]. Oxnaxko,
BBIp@KEHHAs 3aJIepKKa B MHTEIUICKTYaIbHOM Pa3BUTUM ObLIa XapaKTepHA JIUIIb JJIs
neteit ¢ MIIC I u MIIC II tunoB. Heo6xoauMo oTMETUTh, 4TO U cpenu nereit ¢ MIIC
[ u 11 6buTH hOPMBI KaK ¢ COXpaHHBIM HHTEJUIEKTOM, TaK U C TPYOOH 3a/Iep>KKOM IICHUXO0-
peueBoro pazputus. [lanuenta ¢ MIIC IV A u VI unTemIeKTyallbHO pa3BUBAINCH
COOTBETCTBEHHO BO3PACTY.

YuuThiBasg TE€HETUYECKYH0 MPUHAJIEKHOCTh JaHHOTO 3a00J€BaHMs, CpEau
obcnenyembix nerert Obn cudcekl ¢ MIIC I B Tpex cembsx, ¢ MIIC II B 1Byx cembsix,
tpu cubca ¢ MIIC IVA B onnoii cembe u 2 cubca ¢ MIIC VI B onHoii cembe. JleTn,
POKJICHHBIC OT OJIM3KOPOACTBEHHBIX OpakoB B koiudecTBe 2 cuoca ¢ MIIC 1 u onun
peberok ¢ MIIC VI tunom. [letu ot 61M3KOpOACTBEHHBIX OpakoB cocTaBuiu 6,5% ot
o0miero yucia AeTe W ObUTM MPEACTaBICHBI CEMBSIMU TPYPEUKOW M TaPKUKCKON
HallMOHAJIbHOCTH.

Junamudeckoe HaOIr07eHUE OBUTO TIpoBeaeHO 23 maiueHnTaM B Bo3pacte oT 10
MmecsieB 110 16 et ¢ BepudunmpoBanubiM quarao3om MIIC, 3 aux 7 ¢ MIIC 1 tuma,
11 ¢ MIIC II tun u 5 MIIC VI. KomnnekcHas tepamnusi, Ha3HaueHHas aetsm ¢ MIIC
cocTosina u3 naroreHerndyecko ®3T 1 cUMNITOMAaTUYECKOM Tepauu, BKIIOYAIOICH B
cebs1 mpemapatbl s nojaepxkaHuss yHkuuu cepauna (u-Alld, auypetuku). O3T
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HasHayanochk cornacHo tunaMm MIIC, mg MIIC I npenapar nmaponunasa, aist MIIC 11
npenapat uaypcyibdasza u s MIIC VI npenapar rancynbdaza. CumnromaTuyeckas
Tepanusl Ha3HA4YaJach COrJIAaCHO KJIMHUKU M TE€YEHHs 3a00J€BaHUS WHIUBHUAYATbHO
JUTSL KQX0T0 MalMeHTa.

Cpenu 40 nereid, nonydaBmnx @3T numb y ognoro pedenka ¢ MIIC VI Obuia
ajyIepruyeckasl peakuus, CBsi3aHHas C BBEICHMEM Ipernapara, 4To cocTaBuiio 2,5%.
Peakuus mposiBisiack B BUJE MOIbEMa TeMIlepaTypa Teja, KpaluBHUIHI,
Oponxocnasma, Ha ¢one mnpuema ['KC, aHTHUruCTaMUHHBIX MpenapaToB U
OpOHXOMIIATATOPOB, PeaKlUs KyIMpoBajach U BeJeHUE PepMEHTa MPOI0JIKAIOCh Ha
MEJJIEHHOW CKOPOCTH, Ha JJAHHBIM MOMEHT PEOEHOK MPOAOHKAET MOJIy4aTh TEPAIUIO.
[Ipenapat BBOOMUTCS Ha MEJICHHOM CKOpPOCTH OMmil/uac B TeueHue 16 dacos.
Onpenenenue antuten K ¢GepMeHTy rajicyibdaze y pedeHka He MpPOBOAMIIACH, IO
OpUYMHE TOTO, 4YTO Ha Tepputopun PecnyOnuke KazaxctaH JgaHHBIA METOJ
Uccye0BaHus He TpoBoautTcs. [1o JaHHBIM MEXIyHApOJHBIX HAOIIOCHUM YacToTa
aJuIepruyeckux peaxkuui, conpsbkeHHbIX ¢ BBeaeHueM O3T mpu MIIC VI Ttume
cocranisier 16% [149].

@®3T nomywanu 7 mnaunuentoB ¢ MIIC I, cpenHumii BO3pacT Ha MOMEHT
uccienoBanus coctaBui 7,1 roa+4; cpenHsisi IpOJOJIKUTEIBHOCTD MPUEMa Tepanuu
coctaBmwia 2+0,8 ner. Pe3ynbTaThl Hamux uccieaoBanuil npumeneHus O3T nis
neteit ¢ MIIC I, yctaHoBuiM, 4To Ha (pOHE Tepanmuu MMENO MECTO MOJOKUTEIbHAs
nuHamMuka B (Qusnyeckom paszButuu B 71,4% cnyuas Ha 34,2%; yBenuumiach
TOJIEPAHTHOCTh K (U3MUECKOW HArpy3ku B BUAE yajduHeHus auctanuuun 6MTX B
cpenneM Ha 12,5M. Ctabunmu3anus maToJIOTMYECKOro Mmpolecca UMeIo MECTO B BUJIE
OTCYTCTBHUSl YBEJIMUYEHHUS Pa3MEPOB IEUEHHU U CEJE3EHKH, YTO SIBISETCS MapKepoM
yMeHbllIeHne akkymyqupoBanus ['Al' B nu3ocomax. Ho, HECMOTps Ha MIPOBOAUMYIO
TEpANUI0 OTMEYAIOCh YXYyIIeHue (YHKIUU JIbIXaTeIbHON cucteMbl B 75% B BHIE
YMEHBIICHHs MmapaMeTpoB crnuporpadguu B cpeanem Ha 23%, B 25% oTmedanach
yIy4IICHUE pecrnupaTopHOr (GyHKIHMH. Tak e CO CTOPOHBI CEPACUYHO-COCYIAUCTOMN
CUCTEME MMEJI0 MECTO OTpHUIIATeNIbHAasi JAWMHAMUKA B BUIEC YBEJIMYCHHS JTUJIATALUU
MOJIOCTH JIEBOTO JKEJIyJ04YKka B cpeaHeM Ha 3,8%, U HEJOCTATOYHOCTH KJIAIIaHHOTO
anmapara cepamna B 28,5%, mpu HEKOTOPOM YMEHBIICHHH TUMEPTPOUU y YACTH
NAlUEeHTOB.

3a mepuon HaOmroAeHUS neTel Ha ¢GOHE MPOBOJUMON Tepanuu OTMEYaIoch 2
JETaIbHBIX MCX0Ja, CHOCOB C TSDKEIOH, mporpeccupyrolieii hopmoii 3a001eBaHus.
[lonyuyeHHble HAMU PE3YNbTAThl CXOKHU C JAHHBIMU MEXIYHAPOIHBIX KIMHUYECKUX
HaOmoneHnii.  Pe3ynpTaThl paHAOMH3UPOBAHHBIX JBOWHBIX CIEMbIX IJIare6o-
KOHTPOJIMYEMBIX ~ MYJbTUIICHTPOBBIX  KIMHUYECKHMX  HcchemaoBanuit  Vassili
Valayannopoulos et al u J.E.Wraith et al, yctaHOBWIM CTaTUCTHYECKH 3HAYMMBbIC
YMEHBIIIEHUST pa3MepoB meueHu B cpeaHeM Ha 18,9%, B paborax J.E. Wraith, L.A.
Clarke et al Ha 25% (p<0,0001) u o6bema cenesenku Ha 20% (p<0,0001); yBenudeHue
FVC B cpennem Ha 11,5% no nanueiM criuporpaduu, ysenuuenue auctanuuu 6MTX
Ha 37.1%, B uccrnenoBanmsx Clarke LA yBenmmuenme nuctaniuun 6MTX ObLIO
otMmeueHo B 78%; o pe3ynbratam J.E.Wraith et al umenr MmecTo 1oI0KATEeTBHBINA TPEHT
B (pM3MYECKOM pPa3BUTHUU B BUJE YBEIUUYECHUS pOCTa U Beca B cpeliHeM Ha 2,8-5,17 cm
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B roa (p<0,001). ITpubaBka B Bece cocraBmwia B cpeaHeM Ha 3,2kr (9%). B pabGortax
Roberto Giugliani et al u E.A. Braunlin et al. moutu B 50% ciay4aeB umesno mMecTo
YMEHBIIEHUE  TUNEPTpOPUEN  MEeXOKeIyAOoYyKoBOW  meperopoaku.  OneHka
COKpaTUTEIbHON (YHKIIMU cCepjlla MoKa3aja YJIydllleHHe, YTO OTMEYaeTCs U IO
HaIlllUM pe3yJibTataMm. Y 00cClielyeMbIX HaMU TMAIlMEHTOB OTCYTCTBOBAJIU MPU3HAKU
JIETOYHOM TUMNEPTEH3UHM, MOKa3aTelb CUCTOIMYECKOTO JABJICHUS B MPaBBIX OTIENax
cep/ia OblI B Ipeiesiax HOPMbI, OHAKO 10 pe3yJbTaTaM UCCIEIOBAHUI MPOBEEHHBIX
M Sifuentes et al, Ha ¢poHe Tepanuu 0TMEUYATOCh IPUCOEIUHEHUE TPUZHAKOB JIETOYHOU
runepren3un | crenenu. B knuHuueckux uccnenoBanusax M Sifuentes et al, E.A.
Braunlin et al u M.M. Brands et al. orcyrcTBoBan spdexr ®3T Ha KiIanmaHHbIN
amnmapat, Ha (OHE JIeYeHHUs TMPOTpeccUpoBaja PEerypruraius Kak Ha MHUTPaTbHOM
kinanaHe B 60%, Tak u Ha aopTayibHOM KianaHe B 80%, yTo ObUIO MOATBEPXKICHO U B
HAITUX HAOJIIOICHUSX.

@®3T nanmentsl ¢ MIIC II nmomyuyanu B cpegHeM B TeueHue 2,6+1,2 ropa.
KonnuecTBo manueHToB, HAXOAUBIIUXCS MO HAOIIOICHHEM COCTaBUiIO 11 denmoBexk.
CpenHuii Bo3pacT Ha MOMEHT Haydasia HaOmoaeHu coctaBui 8+3,5 net. Pe3ynbratsl
HAITUX MCCJICIOBAHUH BBISIBIIIN MOJIOKHUTEIBHYIO JUHAMUKY B (PU3UUYECKOM Pa3BUTHE
nered B cpenHem B 45,5% ciuydas Ha 46,2%; yMEHBIIGHHH pPa3MEpOB
renarocmieHomeranuu B 54,5%, yBenuuenue auctaniuu 6MTX B cpenne Ha 91wm.
OnHako, HEOJAHO3HAYHBIC PE3YJIbTAaThl OTMEUAJIUCh CO CTOPOHBI PECIHUPATOPHOU U
CEepPACUYHO-COCYAUCTOM cucTteMbl. OTMedanoch yXyAIIEHWE BEHTUJISIIMOHHOU
CIIOCOOHOCTH JIETKUX Y OJHOTO peOeHKa B BHUAE YCWJIEHUS OOCTPYKTHBHOIO
KOMITOHEHTAa U CHIDKEHHUsI TToKa3zaTenel cnuporpadun Ha 21%, B TO Bpemsi Kak y ABOUX
NAIMEHTOB HMMEJI0 MECTO HOpMalM3allvs HEKOTOPHIX IMapaMeTPOB C YBEIUYECHUEM
nokasaresieit Ha 36%. YMeHbIIuIach quiataius MojaocTen cepama B cpeaHeM Ha 23%,
C OTHOCHUTENBHOM cTabmin3alueld MaToJOTHUYECKOro Mpolecca B MUOKApJE, B BUJE
OTCYTCTBUSI mporpeccupoBaHus runeprpopuu. HyXHO OTMETHUTBH, YTO B LEJIOM CO
CTOPOHBI KJIAMIAHHOTO armapaTa UMeJI0 MecTo ctabunuzanus AucQyHkiuu, B 54,5%
Ha OOOMX KJIAIMAHOB, OTMEYAJIOCh YIy4YIIeHHE (PYHKIMU KJIAMaHHOTO armapara B
36,3% wu nmumb B 9% OblIa yCTaHOBIIEHA MPOTPECCHUS MOBPEXKICHUS MHUTPAIHLHOTO
knanaHa. Hu y omgHoro mamueHta He OBLIO BBISBICHO NPHU3HAKOB JIETOYHOMN
runepreH3u. Hamm pe3ynbTaThl UMEIOT CXOJACTBO C PE3yNbTaTaMH KIMHUYECKHUX
UCCIIeIOBaHMMA, TpoBeeHHBIX Vassili Valayannopoulos et al, Roberto Giugliani et al,
Schulze-Frenking et al, Rosella Tomanino et al u Christina Lampe et al, rae Ha done
TEpanmuu OTMEYaach YMEHBIICHHE pa3MepoB MeueHu U ceneseHku B 20-25%,
yBenuueHue auctaHuuu 6MTX, yBenumueHue pocta B cpeaHeM Ha 14,6cm£5,5cM.
Onnako mo pe3ynbTaTaM HaOmoaeHuid Rosella Tomanino et al orcyrcrBoBano
YMEHBIIICHUE pa3MepoB cerne3eHKr. B paborax Rosella Tomanino et al co cTopoHsl
Cepllla OTMEYAIOCh CTa0WIM3aIMs MAaTOJIOTHYECKOTO Tpolecca B KIIAMAHHOM
anmapare, B 57% ynydiieHue QyHKIIMA MUTPAIBHOTO KJIamaH, 4TO OBbLJIO WAESHTUIHO
pesynbratam wuccienoBanuii Christina Lampe et al, tme nHa d¢oHe Tepanuu
cucronnueckas (YHKIUS JIEBOTO JKENyJOoYka HOpMalu30Bajlach, IOPaXKEHUE
MUTPAJIBLHOIO KJanaH He nporpeccupoBaiio B 86%. B uccnenoanusx Wyatt K et al u
Brands MM et al ObIJIO YCTAaHOBJICHO OTCYTCTBHE MPOTPECCHH HEJOCTATOYHOCTH Ha
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KJIallaHaX, HO HEOOXOJAMMO YYWUTHIBATh, YTO JAHHBIC MALMEHTHI MOJy4Yadd TaKkKe
CUMIITOMATHYECKYI0 MNAJJIMATUBHYIO TEPAaNUIO, YTO CXOXE€ C HAIIUMH YCJIOBHIMHU
Tepanui. Bo3MOXXHO NaHHasg cTtabuiM3anus CBA3aHa C NMPUMEHEHHEM MapajuieIbHO
cUMITOMaTHdecko Ttepanuu. Ilpu uccienoBaHuu cepauna B padoTax SIMOHCKUX
yuenbix T. Okuyama et al. oTMedeHa craGuiu3zanus NaTOJOTMYECKOrO IMpolecca B
KJIarmaHHoM armnapare cepana B 50%. Ognako, B pabotax M.M. Brands et al ya done
TEpanui OTMEYAJIOCh YBEIMUYEHUE PEryprutaiuuu Ha kianaHax y 60%. Heobxoaumo
OTMETUTh, YTO CTAOMJIM3ALMsl PACCMATPUBAETCS KaK IOJOXKHUTEIbHBIH pe3yJabTaT
JI€YEeHMsI IPU TaKOM IporpeccupytoieM 3adoneBanuu kak MIIC.

C MIIC VI ma ®3T naxomunuch 5 npereil. CpenHuil BO3pacT Ha MOMEHT
uccienoBanus cocraBui 8+2,7 ner. B cpegnem nmamuentsl noinyyanu @3T B TeueHue
3,4+1,8 ner. Ilo nammm nanHeiM Ha ¢one P3T y gereit ¢ MIIC VI umeno mecro
NOJIOKUTENIbHASA JUHAMHUKA B (u3myeckoM paszBuTHe AeTeil B cpeaHeM Ha 20%,
OTMEUaJIOCh HopMaim3anusi pasmepoB nieuenu B 100%, ¢ coxpaHeHHeM
cruieHoMeranuu B 20%. YBennuuiach TOIEPaHTHOCTD K PU3NYECKON Harpy3Ke, B BUJE
ynnuHeHus nuctanuud 6MTX B cpeanem Ha 41m. Co ctopoHbl Mopdosoruu cepaua
OTMEUaJIOCh HOpPMalM3allusi pa3MepoB IOJIOCTEH cepjlla y JABOUX JETei, paHee
MMEBIIMX JWJIATAIHMIO TIOJOCTH JieBOoro xemynouka, KJIM B cpegHem cocTaBui
59mn/m2. Tuneprpodust Muokapaa B IMHAMHUKE HOPMAJIM30BAIaCh, C COXpPAaHEHHUEM
HapyILICHUS T€OMETPUM MHUOKap/Aa B BHUJE KOHIIEHTPUYECKOTO PEMOJICTUPOBAHUS B
20%. HeoOXxonuMoO OTMETUTH, UTO CO CTOPOHBI KJIAIIAHHOTO anmaparta cep/ilia MMeJo
MECTO TPOTPECCUPOBAHUE TMATOJOTMM B BHUJE HapacTaHUs HEAOCTATOYHOCTHU
aopTaJIbHOTO0 U MHUTpaJbHOrO KianaHoB B 60%. Co CTOPOHBI AbIXaTE€IbHOW CUCTEMBI
oTMeUaoch ynydiieHue QyHKiuu jerkux B 40%. YXyalieHue COCTOSHUS HMENO
MECTO Y OAHOTO peOeHKa C MPOTrPEecCHUPYIOUIUM CTEHO30M KpPaHHMOBEPTEOPaIbHOIO
nepexonia, peO0EHOK TMepecTall MepeBUraThCsi CaMOCTOSTENbHO. Pe3ynbrarsl,
MOJIyYCHHbIE B HAIIMX HAOMIOJEHUSAX COBIAJAIOT C JaHHBIMU MEXIYHAPOIHBIX
ucciaenoBanuii. B paborax Vassili Valayannopoulos et al, P. Harmatz et al
yBenudeHus nuctaniuu 12MTX B cpegrem Ha 92 M (p=0.025), ynydmenne GyHKIUHA
JIETKUX TO0 JA@HHBIM crnuporpaduu, MoKa3zaTeau YBEIWYWINCh B cpeaHeM Ha 14%
(p<0,001). Yo 6nu10 moaTBepxkaAcHO B padotax Zi-Fan Yu u P. Harmatz et al, raue
pe3yabpTaThl Tokaszatenedl BHewmHero abixaHuss FEV1 wu FVC  3HauurenbHO
yiny4muiuch Ha Gone tepanu Ha 11% (p =0.009) u 17% (p =0.014) cooTBeTCTBEHHO.
B paborax P. Harmatz et al umeno MecTto CTaTHCTHYECKH 3HAYMMOE YMEHBIIICHUE
pa3MepoB NEUYEHU U CEJIE3EHKH, MOJI0KHUTEIbHOE BIUSHIE HAa PU3NIECKOE Pa3BUTHE, B
BH/JIE YBEJIIMUEHUS pocTa Ha 2 roay tepanuu Ha 4,3 cm. [1o ganHbM uccnenoBanuii E.
Braunlin et al nHa d¢oHe nedeHus wWMeNO MECTO perpeccus rumnepTpoduu
MEKKENyI0YKOBOM MEPEropoIKU B rpymnmne AeTed maaauie 12 jget, 4to coriiacyercs C
Hamumu pesynbratamu. Paboter E. Braunlin et al yctanoBunm, uro qjmurensnoe O3T
3G (PEKTUBHO CHWXKAET TUNEPTPOPUIO  MEXOKEITYyJIOYKOBOH  TEPETOPOAKH U
MPEAOTBPAILAET MPOTPECCUI0 MATOJOTHH KJIAaHOB, HO IIPY PAaHHEM Hayaje Teparnuu
B Bo3pacte, A0 12 mer. OpHako, MMEIT MECTO W MPOTHUBOPEUYUBBIE JIaHHBIE
pesynbratoB pabor M.M. Brands et al, rae otrcyrcTBoBanm »ddext Tepanuu Ha
COCTOSIHME KJIAIAHHOI'O amnmapara cepAua B BUJE HapacTaHUs HEJOCTATOYHOCTH B
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60%. Cpenu nabmogaeMbix Hamu nanueHToB ¢ MIIC VI, mume y ogHoro peGenka
Oblla ajuiepruueckas peakius, cBs3aHHas ¢ BBeaeHuem @O3T. Peakuus B BuUIe
KpalMBHMIIBI, TOJbEMA TEMIEpAaTypbl Teda M OpOHXOcla3mMa BO3HUKala Ha 6-M
BBeJIeHHE (pepMeHTa, KoTopas KynupoBaHa He3zaMmennuTenbHbIM BBeaeHuem ['KC,
TUCTAMUHOBBIX  OJIOKaTopoB, OpoHxonuanatatopoB. Ha  gaHHBIE ~ MOMEHT
JUIMTETLHOCTh MpUEMa TEpanmuu y JaHHOTO pedeHKa cocTaBuja 2 rojaa, OJHAKO
MH()Y3UH TPOBOAATCS HA MEJJIEHHOW CKOpOCTH 6MJ1/4ac B TedeHue 16 yacoB, Tak Kak
IpU TONBITKE YBEJIUYUTh CKOPOCTh y peOeHKa TMOSBISAIOTCS BbIICyKa3aHHbIE
HeXenarenbHble sBieHus. HyXHO OTMETUTh, YTO HECMOTpPS Ha HaJIU4Yue
aJJIeprUYECKOM peakIMi B COMaTHUYECKOM IUJIaHe Y MAallMeHTa UMEET MECTO YMEpEHHas
NOJIOXKUTENbHASL TMHAMMKA: MpUOaBKa B pOCTE€ cocTaBWiia 1 cM, pa3mepbl MeYeHU
COKpPATUJIUCh,  YMEHbIIWJACh  JWiaTalys  [OJIOCTH  JIEBOTO  JKEIy/04YKa,
IpOrpeccUpoOBaHUE HEAOCTATOUYHOCTH KJIalMaHHOTO amnmapaT He OTMEYasoch,
yBenuuuiack guctanius 6 MTX Ha 10 M, cokpaTtuianck pa3Mepsl cep/ia o JaHHbIM
KTHU. Ilo pe3ynbTaTam MyJIbTUIIEHTPOBOTO HAOIIOEHUS 56 MalMeHToB, Oojee 4eM y
NOJIOBUHBI OBUIO XOTh OJHO MPOSIBIEHHWE aJUIEPrUUYecKOro OTBETa HAa BBEJCHUE
npemnaparta, B 16% orMmeuanach aHadUIaKTOMIHAS PeaKirs, KOTOpasi MOBTOPSIIACH PU
KaXXJOM TOCIIEIYIOIIeM BBEACHUHM. Y Bce JeTeil, MMEeBIIUX aHa(QUIAKTOUIHYIO
peakiuuo ObuUTH 0OHApYKEHBI aHTUTENA K (PEPMEHTY raibCcyibdasa.

VY Bcex 00ciieToBaHHBIX HAMU MAIMEHTOB UMEJI0 MECTO Ta WJIM WHAs MaTOJIOTUs
CO CTOPOHBI Cep/Ilia, B BUJIE MOPAXKEHUs KJIAMaHHOTO anmnapara cepaia, runeprpodun
Y TUJIATalMK TIOJTIOCTH JIEBOTO KEITYJ0UKa. Y YUThIBasl HATUYHE Y HEKOTOPHIX OOJIBHBIX
BBIP@KEHHBIX (DYHKIIMOHANBHBIX HAPYIIEHU CO CTOPOHBI CEpJilla ObUIO PEIIeHo, 10
OMBITY OTHCIBHBIX uccienoBareneit [75, 181, 182, 236], momomuuts O3T
CUMIITOMAaTHUYECKUMH Tpenapartamu. [Ipy Ha3HaueHNWH MOCIEAHUX OCHOBBIBAIMCH Ha
UHAUBUAYATbHBIX  OCOOCHHOCTSAX OONBHBIX  J€TeH, BBISABICHHBIX B  XOJI€
oO0cnenoBanusi. CuMIromaTHueckasi Teparnus BKII0Yasia B ce0s penapaThl IPYIIIbI U-
AIl® (Kanronpui) u auypetukoB (Bepommnupon, @ypocemun). [Ipenapatsl rpynimsl
u-All® wucnonp30BaNNCh C LEJIbI0 CHUXKEHUS IOCTHArpy3Ku, B TO BpeMs Kak
TUYPETUKH C TIEJIBI0 YMEHBIIICHHUE TIpeAHAarpy3ku. B cBs3u ¢ yeMm y Hac 00pa30BalIuCh
IBE€ TPYMNIbl MAlMEHTOB: 1 rpynmna, mojyyaromas MOAAEpKUBAIOUIYI0 TEpAlHI0 Ha
done P33T u cpaBHuTenvHas Tpynna, npuHuMaromas auimb P3T. Heobxomumo
OTMETUTh, YTO Ha (¢GOHE TEPCOHU(PUIMPOBAHHON KOMIUIEKCHOM  Tepanuu
MOJIOKUTENIbHAST JUHAMHKa oTMmedanach y 84,6% mNanueHToB B BHJIE YMEHBIICHHE
TUCOYHKIIMKA KJIAMaHHOTO armapaTta cepilla, HOpMallh3allii pPa3MepoB TMOJOCTU
neBoro xenynouka B 30,7%; HopMmanu3zauus reoMmeTpun Muokapaa B 23%. B To Bpemst
KaKk B TpyNIeE CpPaBHECHHS, YJIydllIEeHHE B BHUJE CTAOWIM3AIMH TATOJIOTHYECKOTO
mporecca umeno mecto B 60%, B 40% nauchyHKIMS KIamaHHOTO armapara
nporpeccuponana; B 20% nporpeccupoBaiia AvIaTaLUs.

Ha ocHOBaHuUM BBINIEU3TI0KEHHOTO MOXHO pe3toMupoBath, 4yTo O3T umeer
MOJIOKUTENBbHBIN 2P eKT Ha PU3nUecKoe pa3BUTHE, HA Pa3MEPhI ICYCHU U CEIC3EHKH,
Ha (DYHKIMIO JBIXaTEIBHOW CHUCTEMBI, UMEET Cialblii 3(P(EeKT WiIn B HEKOTOPBIX
CIy4astX COBCEM HE BIHAET Ha MOPQPOPYHKIIMOHAIBHOE COCTOSHHE CEpIEYHO-
COCYJIUCTOM CHUCTEMBI, YTO MOATBEPKAACTCA JIUTEPATYPHBIMU NAHHBIMHM, TaK Kak
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JI0Ka3aHo, YTO (PEPMEHT MJI0XO JOCTABIISIETCA B TKAHU CO CJIa00M BacKYJIsIpU3alUCH.
Onnako, HYXHO OTMETHTh, YTO TpU MNPUMEHEHUU  MOJJACP>KUBAIOIICH
KapJIUOJIOTUYECKON  Tepamuud  HMENOo MECTO  YMEpPEHHOE  YJy4dllIeHHue
MOpGhODYHKIITMOHAIBHOTO ~ COCTOSIHUSL — CepAlla. Heob6xonquMo mOMHUTH O
MOJIOKUTEIILHOM BIIMSIHUE TE€paluy, HaYaTOW B paHHUE CPOKU 3a00JIeBaHMSs, TaK KaK B
7a00paTOPHBIX MCCIIEIOBAHUAX JOKAa3aHO, YTO akKymyhupoBanue ['Al' mpoucxoaut
MOCTENEHHO. B CBsI3U ¢ 4eM OueHb Ba)KHO paHHEE, CBOCBPEMEHHOE THarHOCTUPOBAHUE
MIIC u navana xomiuiekcHoM Tepanuu aeret ¢ MIIC. HeoOxonumo piurenbHOe
IUHaAMH4Yeckoe, cuctemMHoe HaOmogenue pereit ¢ MIIC na Qoue DP3T wu
CUMIITOMATUYECKOMN Teparuu.

bein pazpaboraH «AJITOPUTM JUArHOCTUKH Mykomojucaxapunao3oB (MIIC) y
JieTel Ha ypOBHE aMOYJaTOPHO — MOJUKIMHUYECKOW MOMOIINY. AJITOPUTM BHEJIPEH B
paboty obnactHou aetckoi 6onpHUIEI Y3 FOKO u XKamObuickoi o6nactu. Bee netu
c *ajno0aMu Ha 3a/IeP>KKY B (PU3NYECKOM U TICUXO-PEUYCBOM Pa3BUTHHU, B COUCTAHUH C
renaToMeraimei, KOHTPaKTypaMu CyCTaBOB, aJIeHOUIaMU, YaCThIMU
peCUpaTOpHbIMM  3a00JIEBaHUSIMU,  MYMOYHBIMH UM  TIAXOBBIMU  TI'pPbDKaMH,
ruapouedaneit mpoxoawin TepBbi 3Tan guarHoctTuku MIIC: kauecTBeHHOE
onpenenenue 3xkckperu ['Al' ¢ moudoi. IIpu ero nojaoXUTeIbHOM pE3yJIbTaThl 1aJiee
IPOBOJIUIIACH YH3UMOJIMATHOCTUKA M MOJICKYJIIPHO-TEHETHYECKOe hcciienoBanue. Ha
naHHbIi MoMeHT B PecriyOnnke Kazaxcran MIIC ycraHoBiieH y 46 maiiueHTOB.

Buenpenne anroputma nuarHoctuku MIIC y nereét Ha ypoBHE amMOyJaaTOpHO-
NOJIMKJIMHUYECKON TTOMOIIIH, MTO3BOJIMIIO YJIYUIIUTh JUATHOCTUKY B 3TUX PErHOHAX C
2011roga mo 2015 rox B JKamObuICKOM ©OJacTH Ha yYeTe COCTOSUI JIUIb OJUH
nanuent, B 2016 romy Obl10 nuarHoctupoBaHo 3 HoBeIX ciaydas MIIC. B
AnmaTtuackon o6aactu ¢ 2007 mo 2015 rox ObLIO BBIABIECHO BCETO 4 MalMeHTa, TO
TOJbKO ¢ 2015 mo 2016 rox BeIABIEHO 3 IMaleHTa
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SAKVIIOYEHUE

1. Yacrora BctpeuaemocTt Bcex TunoB MIIC B Ka3zaxcrane coctaBuser 0,75:
100 000 >xuBopoxkaeHubix aerei, B Tom yuciae MIIC I tuna — 0,22:100 000; MIIC II
— 0,32:100000; MIIC IVA — 0,08:100 000; MIIC VI — 0,13:100 000. HanbGonbumii
yaenbHbIM Bec 3aHnMaroT namuentsl ¢ MIIC I tuna — 42,2%, nanee — MIIC I tuna
(28,8%), MIIC VI tuna (17,7%) u MIIC IV-A tuna (11,1%).

2. Y 30% nauuenTtoB ¢ BepudpuuupoBanHbiM MIIC B PK ycTaHOBIEHBI HOBBIE,
paHee He omnucaHHble B mupoBoil 0aze nanubix (HGMD) wmytanmuu. MyTtarus
c.1598C>T B 11 sk30ne rena IDUA BrisiBnena y 10% namuentoB ¢ MIIC I; y 3,3%
naiuenToB ¢ MIIC Il B rene IDS ycTanosnena myranus C.7//6T>G B 6 sk30He; npH
MIIC IVA: B rene GALNS wmyrtamuu ¢.1519T>C B 14 sx30He — B 3,3% myrtamus
c.572A>G B 7K30HE 6 TeHa - B 6,6%, myranuu ¢.571delG B sx3oHe 6 u €.983C>T B
sk30He 10 - 1o 3,3%; npu MIIC VI B rene ARSB mytanus c¢.1544C>T B sk30He § - B
3,3%.

3. YV 100% nereit ¢ MIIC ormeuaercss MyJIbTUCUCTEMHOE MOPaXCHHE: BHE
3aBUCUMOCTH OT Tuna 3abonieBanust B 100% mnopaxkaroTcsi cepaeuyHO-COCyIUcTas U
JIbIXaTebHasi CUCTEMBI; IepopMariis KOCTHO-CyCTaBHOM cucTteMbl TunudHa i1t MIIC
I, I, IV-A u VI tunoB B 100%; nopakeHne MapeHXMMATO3HBIX OPraHoB (TI€UYEHb,
ceneseHka) Bctpedaercs B 58,9%; JIOP opranos B 61,5%; opranoB 3penus B 66%.
Hapymienue ¢pyHKIuM CycTaBoOB B BHJI€ UX TYTrOMOJABMKHOCTH XapakTepHo st MIIC
I, II u VI tumax, To BpeMs Kak THIIEPMOOMIBHOCTh U Pa300JITaHHOCTh CYCTaBHO-
CBS30YHOr0 ammapara HaOmromaercss Ttoiabko npu MIIC IVA; 3amepxkka B
MHTEIJIEKTYaIbHOM pa3BUTHH XapaktepHa s nanueHToB ¢ MIIC 1 (40%), 11 Tunamu
(83,3%).

4. ®3Ty nereit npu MIIC I, II u VI Tunax uMeeT oJHOHANpaBIECHHOE JEUCTBUE:
MOBBIIIAETCS BHIHOCIMBOCTD K (PU3MUECKON Harpy3ke (yBeaudeHue quctanimu 6 MTX
B cpeqHeM Ha 22,5%), 4To sBIsIETCS MOKa3aTesieM YIy4lIeHHs KaueCTBA KU3HU JeTel
¢ MIIC.

5. Kowmmnekcnas nepcoHnuurpoBaHHas TEpanusi OKa3bIBACT MOJOKUTEIHLHOE
BIMsIHUE Ha MOP(PODYHKIIMOHATBHOE COCTOSHUE CEPACUYHO-COCYIUCTON CHUCTEMBI
o6onbHbIx MIIC B BHJIe yMEHBIICHHUS AWJIATAIlUU TOJOCTEH cepilla B CpeaHEM Ha
43,4% OoT UCXOOHBIX TAHHBIX U YMEHBIIECHUU CTETIEHU HEJJOCTATOUHOCTU KJIAaaHHOIO
anmapata cepaua B 84,6%, Torga Kak B KOHTPOJIBHOW TpYIIE YCTAHOBJIEHO
MPOrpeCcCUpPOBaHKE MTPU3HAKOB JAMIIATALIMM MOJOCTEN cepaua B cpeaneM Ha 12,5% ot
HCXOJIHBIX JTAHHBIX U HapacTaHUE HEJOCTATOUYHOCTU KIIAMIAHHOTO amnmapara cep/ilia B
40%.

6. PazpaGoramnbnii Anroput™m pguarHoctuku MIIC y nereldi Ha ypoBHE
aMOyJIaTOPHO-MOJIUKIMHUYECKOW  MOMOIIM  MO3BOJISIET  YIYUYIIUTh  PAHHIOIO
JUArHOCTUKY M, COOTBETCTBEHHO, CBOEBPEMEHHO HauaTh Tepanuio 00abHbIX MIIC,
YTO SIBJIIETCS KJIIOUEBBIM KOMIIOHEHTOM B YJIy4YllIEeHUU KauecTBa ku3Hu aeteit ¢ MIIC.
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NPAKTUYECKHUE PEKOMEHJALIUU

1. HeoOxoaumo ob6s3aTensHOe oOcnenoBanue nereit Ha MIIC npu Hanuuuu B
COYETAHUHM CJIEAYIOINX KIMHUYECKUX MTPOSBICHUIN:

—YacTeie pecniupaTopHble HHOEKINH;

—AZIGHOUIBI;

— XpPOHUYECKUE OTUTBHI;

—IlyroyHblie W/uau NaxoBbI€ TPHIKHY;

—IIporpeccupyromas ruapouedanus;

—KonTpaktypa/runepmMoOmIbHOCTh CYCTaBOB;

—3azepKka B PU3NUECKOM U MHTEIUIEKTYaJIbHOM PAa3BUTHUU.

2. Ilpu mopaxeHuu KjanmaHHOTO ammapara Cepilia B BHJI€ HEAOCTaTOYHOCTH
MUTpaibHOTO Kianana Il ctenenu u aopranbHOro Kiamnasa I crernenu, Ha3HayaTh BCEM
JETSM:

— uHruouTopel-Alld u3 pacuera 0,1mr/kr 3 pasa B JIeHb;

— MEeTeBble IMYPETHKHU - hypoceMu] u3 pacuera IMr/kr 1 pa3 B IeHb B T€UEHHE
5 nHel ¢ AanbHENIIMM NEPEXOJOM Ha AHTAarOHHMCT aJIbIOCTEPOHA, BEPOILUMUPOH M3
pacuera Imr/kr 1 pa3 B JIeHb;

YTO MO3BOJIUT MUHUMHU3UPOBATH MOCIIEICTBUS MOPAKEHUS KIJIAIIAHHOTO anmnapara
cepla U yayqlIuTh KauecTBo ku3Hu aereit ¢ MIIC.

3. Bcem gersm ¢ MIIC |, Il u VI Tunamu cnegyer mpoBOIUTh PECTUPATOPHBIN
MOHHUTOPHUHT BO BpeMsi cHa, npu BbisiieHnn COAC HeoOxoamma oOs3aTeNbHAs €ro
Koppekius - npumenenue CPAP.

4. B cembsix, otaromeHHbx 6onpHbIMU ¢ MIIC HEoOX0IMMO peKOMEHI0BaTh
IPEKOHLETIIMOHHBIE MEpPOIPUATHUS B paMKax MEJIUKO-TE€HETUYECKOTO
KOHCYJIbTUPOBAHUS, U TIPU YCTAaHOBJIECHUU MH(POPMATHBHOI'O TE€HOTHUIIA - TTPOBEJICHUE
PEeHATATLHON AUArHOCTUKU MPU HACTYILJICHUHU TOCIEYIONINX O€peMEeHHOCTEH.

5. Ilpm BeiiBaeHun OosbHOro MIIC |l Tuma HeEoOXOAUMO MPOBOIUTH
MOJIEKYJISIPHO-T€HETHYECKOE NCCIIE0BAHUE BCEM CHOCaM JKEHCKOTO I0JIa, KaK CaMoro
OONMBHOTO, TaK W €ro MaTepu, W B CIy4yae YCTAHOBIEHHUS TIeTEPO3UTOTHOTO
HOocUTeNnbCcTBa MyTanuu B reHe IDS mpu kaxmoit mx OepeMeHHOCTH CIleayeT
MPOBOAUTH MpeHaTalbHYI0 quarHoctTuky MIIC y miiona.

6. C mempro cBoeBpeMeHHOUM amarHocTukd MIIC HeoOXoauMoO BHEAPHUTH B
MeJaroruaeckuil mpomecc MeauimHcknx BY30B U mociaeaumioMHOTo oOpa3oBaHus
oOydJarompe TpOorpaMMbl JJisi TOBBIIMICHUS YPOBHS 3HAHUN O JaHHOW pEIKOU
MaTOJIOTUHU, U LIUPOKO NPUMEHSTH MPEJI0KEHHBIN aJITOPUTM JUATHOCTUKH.
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INPUJIO’KEHUE A

INanuentsl ¢ MIIC | THIOM.

MMauuent XKypcunosa 3apuna, 6 Jjier.

Pebenox ot 2 6epemennocty, 2 poaoB. Bec mpu poxxaennn — 2900rp. XoauTts peOGeHOK Havan B 1rox
2 wmec, rogopurb B 1 roa. B Bospacre 6 ner B HHIIMJI Ha ocHOBaHMM pe3ysIbTaToOB
SH3UMOJIMATHOCTUKHU: CHI)KEHHOM aKTUBHOCTH (pepMeHTa anbga-L-uaypoHuna3bl 1 yCTaHOBICHHOM
myrauuu ¢.1709A>T B rene |IDUA O6bin yctaHoBieH auarHo3d Mykonosncaxapuao3 [ Ttuna.
HacnenctBeHHocTh oTsromeHa: y poaHoit cectpel ycraHoBieHHbI MIIC 1. IlepeneceHnsbie
3aboneBanus: 4yacteie OPBU. Omepanmu: ycTpaHeHHMs IyImOYHOW T'pbDKHM B BO3pacre S5 JeT.
Mopdodenorun: makpouedanusi, xkoporkass mes. KueBunnas nedopmanus TpyIHOM KIETKH.
AyCKynbTaTUBHO B JIETKMX JIbIXaHUE BE3UKYISIPHOE, XpUIIOB HeT. TOHBI cepiana yMEpEeHHO
MPUTIIYIIEHbI, PUTM MpaBUIbHBINA. JKUBOT yMEpEHHO yBEJIMYEH B 00beME, NE€UYEHb, CEJIe3CHKa He
yBenuueHbl. MHTemiekTyalbHOEe pa3BUTHE peOEHKa COOTBETCTBYET BO3PACTY.

®3T npenapartom Jlaponunasa (Anbaypazum).

Tabmuma Al
Meton IToxazaTens Ucxomansie ®3T 2 rox, Bo3pact 8 jet
HCCIIEIOBAHUS
AnTonpometpus | Poct (cm) 114 124
Pazmepst meuernn | BIT/] (Mm) 93 52
BJIJT (Mmm) 53 13
DxoKT KU (ma/m?) | 68,5 43,8
OB (%) 61 56
MXKIT (Mm) 6,5 8
T3CJIDK (mm) | 7 9
MK HEIOCTaTOYHOCTE | cT HENOCTAaTOYHOCTE | cT
AK NIaTOJIOTUU HET [Tatonorum HeT
R-rpamma OI'K | KTHU (%) 46 50
Cruporpadust FVC (%) 79 63
FEV1 (%) 81 63
MEF75 (%) 75 61
MEF50 (%) 54 58
MEF 25 (%) 57 37
3aKJIroueHue Hapyenue Hapymenue
cnuporpaduun BEHTWJIALIMOHHOM BEHTHJIALIMOHHOM
CIIOCOOHOCTH JIETKHUX 10 CIIOCOOHOCTH JIETKUX I10
CMELIaHHOMY THILY, CMELIaHHOMY THUILY, CpeIHEN
JIETKOM CTEeNEeHU CTEIEHU.
MPT I'M un Oprannueckue u3MEHEHUs
11(0) 1! B TOJIOBHOM MO3T€
6MTX (m) 380 388
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VHO child growth standards
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Age (months)

Pucynox A 1- PocToBble AaHHBIE MALUEHTA

[Ipumeuanue - KpacHO# CTpenkoi OTMEYEH MOMEHT Hadalla Tepanuun

IHauuent Kypcunosa Payana, 8 ser.

Pebenok ot 1 6epemenHoctn, 1 pogoB. Bec npu poxaenun — 2950rp. Pebenok Havanm XOauTh B
Bo3pacTe lrox 2 Mec, TOBOPUTH MPOCThIE ClIoBa ¢ 6 Mec. YUuThIBasl 3aJepKKy B pocTe, peOeHOK
HaOmoancs y SHAOKPUHOJIOTa 1O MECTY JKUTENbCTBAa C JUarHo3oM «l umoTtupeos», moaydai
TEepamui JYTUPOKCOM, onHako 0e3 sddexra. B Bozpacre 8 ner B8 HHIIMJ] ma ocHoBanum
pe3yNbTaTOB SH3UMOJMATHOCTUKM: CHU)KEHA AaKTHUBHOCTH (epMmeHTa anbda-L-uayponunassl u
ycTaHoBjeHus: romo3urotHoit yramum c.1709A>T B rene IDUA Obul yCTaHOBJIEH IHUarHo3
Myxkononucaxapuno3 | tumna. IlepeneceHHble 3a00JieBaHUA: YacCThle OTHUTHI; AJACHOUIIKTOMUS
JIBK]IBI B BO3pACTE 5 JIET U 6 JIeT; yiaJeHue MyIOYHOM I'PblKHU B Bo3pacTte S net. HacnencTBeHHOCTh
oTATOIIEeHa Yy poaHOi cecTpbl ycTaHoBIeHHbIA MIIC I. ®usnueckoe pa3BUTHE C JIETKOU 3a€PKKOH,
HMHTEJUICKTYaJIbHOE Pa3BUTHE COOTBETCTBYET Bo3pacTy. Mopdodenotumn: Makpouedanus, KOpoTKas
mesi. KocTHo-cycTaBHasi cucreMa: KOHTPAaKTyphl He OTMeueHbl. KumneBuaHas TpyaHas KIeTka.
AyCKynbTaTUBHO B JIETKMX JIbIXaHUE BE3UKYISIPHOE, XpUIIOB HeT. TOHBI cepiana yYMEpEeHHO
MIPUTITYIIEHbI, PUTM IIPABUIIbHBII.

®3T npenapatom Jlaponnnasa (Anbaypazum)

TaOmuma A 2
Meton ITokaszatennb HUcxonnasie ®3T 2 rox, Bo3pact 10 et
HCCIEI0BaHUS
1 2 3 4
Anrtomnpomerpust | Poct (cm) 118 125
Pasmepsnr meuenn | BITJI (Mm) 90 52
BJIJI (mMm) 44 12
OxoKTI' KJIU (ma/m2) 65,9 66
®B (%) 65 64
MIXKII (Mm) 5,7 75
T3CJIK (mm) 8 10
MK HEIOCTAaTOYHOCTH I CT HEIOCTAaTOYHOCTH I CT
AK MaTOJIOTUHU HET MMaTOJIOTUH HET
R-rpamma OI'K KTH (%) 50 50
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[Ipononxenue Tadmuipr A 2

1 2 3 4
Cnuporpadust FVC (%) 86 69
FEV1 (%) 89 64
MEF75 (%) 77 o4
MEF50 (%) 73 56
MEF 25 (%) 63 52
3akinroueHue Hapymenus Hapymenus
ciuporpapuu BEHTUJISILIMOHHOMN BEHTUJIALIMOHHOMN
CIIOCOOHOCTH JIETKUX 10 CIIOCOOHOCTH JIETKUX I10
CMELIAHHOMY THITY, JIESTKOW | CMEIIAHHOMY THIY,
CTEIEHU CpPETHEW CTENEHU TSHKECTH
MPT I'M u LIOII Opranundeckue
H3MeHeHuns B TOJJOBHOM
MO3re
6MTX (m) 378 385

VHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years
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Pucynok A 2 - PocToBble JaHHBIC TAIIUEHTA
[Ipumeyanue - KpacHoil cTpeskoit oTMEYEeH MOMEHT Havalla Teparnuu

Hauuent 3ukupses llyxpar, 9 Jaer.

Pebenok ot 3 GepemennoctH, 3 poao. Bec npu poxxaennu — 3300rp. PoxkzieH oT poACTBEHHOTO
Opaka. C 4 et peGeHOK CTall OTCTaBaTh B (hu3nuecKkoM pa3Butuu. B Bozpacte 4 net B ['eHeTHUeCKOM
uentpe PecryOnuku Y30ekuctan ObuT BhICTaBJIeH auarHo3 Mykomonucaxapuao3 I, mozxe B 2011
rojy B Bo3pacte 11 neT nuarsos ObLT MOATBEPKAEH pe3yiabTaToM sH3uMoauarHoctuku B HIITu (X
M3 PK. Hmeer mecto 3amepkka B (uU3MUECKOM pa3BUTHUU. VHTENNIEKT y peOeHKa COXpaHeH,
noceiaeT o01eo0pa3oBaTeNbHYI0 MKOIY, yCIeBaeMOCTh Xopoinas. MopdodeHnorumn: runocrarypa,
Makporedanus, KOpOTKas Ies, Traprowiu3M. Makporioccus, 3yObl KpYyIHBIE, MIHPOKO
paccTtaBiieHHbIe. ['unepTpuxo3, HU3KUM pocT BoJsioc. ['mnomutasust TynoBuma. KoHTpakTypsl Bcex
TpyNm  CcycTaBoB 1-2¢T, MHOXKECTBEHHBIH Ju30cT03. [pyaHas kietka JedopMHpOBaHa,
BecinooOpaszHbie pebpa. Kucth B BHIE «KOTTHCTOW Nambl». BambrycHas nedopmarusi HIKHUX
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KoHeyHocTed. CTOIbl HIIMPOKHE, C KOPOTKMMM U IIMPOKUMH IaJIbLAMHU.

HocoBoe npixanue

3aTPYyAHCHO, XpaIll BO CHC. AyCKy.HBTaTI/IBHO B JICTKUX AbIXaHUC BE3UKYIAPHOC, IPOBOAUTCA 110 BCEM
[I0JIIM, XpHUIIOB HeET. TOHBI cepAua YMEPEHHO IPUIIIYIICHBI, MATKUN CHUCTOJIMYECKMH INyM Ha
BCPXYILKC. Kusot YBCJIMYCH B O6’beMe, rernaroMeraiaus. HYHO‘IHEUI, MMaxoBO-MOIIOHOYHAA I'PbIKH.

@®3T npenapartom Jlaponnaasa (Anbaypazum)

Tabmuma A 3
Merton [Tokazarens | o Hauana ®3T 2 rogx, @®3T 3 rox, Bo3pact
HCCIEN0BaHUs O3T Bo3pact 1lier 12 ner
AnTOnpomerpus Pocr (cm) 107 110 113
Pa3mepsl neuenun BIIJ (mm) | 88 82 84
BJII (mm) | 63 52 49
OxoKT" KN 43,8 67,6 70
(M/M?)
DB (%) 77 67 65
MXII (mm) | 8,9 7,6 7,7
T3CJIXK 11,9 9 8,9
(vm)
MK Henocrarouno | Hemocrarounocts | Hegocratounocts -1l
cTh [ et Icr CT
AK YIJIOTHEH YIUJIOTHEH YIIJIOTHEH
R-rpamma OI'K KTU (%) 63 62 62
Criuporpadus FVC (%) 46 51
FEV1 (%) 52 57
MEF75 (%) 78 103
MEF50 (%) 85 110
MEF25 (%) 86 88
3aKIo4ueHue Hapymienue Hapymienue
criuporpaduu BEHTUJISIIMOHHOW | BEHTHJISIIUOHHOM
CIIOCOOHOCTH CIIOCOOHOCTH JIETKUX
JIETKUX IO [0 PECTPUKTUBHOMY
CMEIIaHHOMY TUITY CpeaHen
TUITY CpeHen CTETEeHH
CTEeHH
MPT I'M u LIOII Cwmemannas Cwmemannas
ruaponedanus ruaporedanus
KOMITEHCUPOBA KOMIIEHCHUPOBaHHAas
HHas popma. dbopma.
ATpodudecku Atpoduueckue
€ U3MEHEHUS M3MEHEHHUS KOPbI
KOPBI TOJIOBHOTO MO3ra.
TOJIOBHOTO
MO3ra.
6MTX 300 310 315
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Age: 12yr Omo (144mo), z-8core: 5,09

Pucynok A 3 - PocToBbl€ JaHHBIE MTAlIMEHTA

[Ipumeuanue - KpacHoO# CTpenkoi OTMEUYEH MOMEHT Hadalla Tepanuun

IMauuent 3uxupsiesa Hlapanar, 15 aer.

Pe6enok ot 2 OepemenHoctH, 2 pomoB. Bec mnpu poxaenun — 3300rp. Poxnen ot
6nm3kopoicTBeHHOTO Opaka. B Bo3pacte 10 net B ['eneTnyeckom nenrpe Pecnyonuku Y30ekuctan
os11 BeicTaBiieH auaruno3 MIIC I, mosxe B 2011 roxy B Bo3pacte 11 et auarno3 ObLT MOATBEPKICH
pesynbraToMm sH3uMoauardHoctuku B HI[Mu/IX M3 PK. Otmeuaercs 3amepxkka B (pu3ndeckom
pasButuu. HWHTemnekT y peOeHkKa coXpaHEeH, TMocenaeT o0meo0pa3oBaTeIbHYIO0 —IIKOJY,
ycrneBaeMocTh  Xopomas. MopdodeHotumn: rumocraTypa, Makpouedanus, KOpoTKas Iues,
raprouniu3M. ['uneprpuxo3, HU3KUI pocT Bojoc. 'mnomnasus TynoBumia. Makporioccus, 3yObl
KpyIHBbIE, IIUPOKO paccTaBieHHble. KOHTpaKTypsl BCeX IpyIIl CyCTaBOB 1-2CT, MHOXECTBEHHBIN
nu3ocTo3. BamerycHas nedopmanus HXKHUX KoHedHocTed. CTOMbl MIMPOKHE, ¢ KOPOTKUMHU U
UPOKMMHU manbuamMu.  HocoBoe 1pIxaHWe 3aTpyqHEHO, Xpam BO cHe. ['pynHas kieTka
nepopmupoBaHa, BeciaooOpaszHblie pedpa. Kuctb B BuIe «KOITHCTOM Jambl». AyCKYJIbTaTHBHO B
JIETKUX JIbIXaHUE BE3UKYJIIPHOE, TPOBOJIUTCSA IO BCEM IOJISIM, XpUITOB HET. TOHBI cepalia yMEPEHHO
MPUTIYIIEHbl, CHUCTOJIMYECKUH IIyM Ha Bepxyuike. JKHMBOT yMEpeHHO yBelWYeH B o0beme,
renaToMeraivs, myrnoyHas rpsbka. [lomyTHeHne poroBuupl.

®3T npenapaTtom Jlaponnnasza (AJbaypazum).

Taomuna A 4
Meton ITokaszatenn Jlo nayana ®3T ®3T 1 roxn, Bo3pact 16set
HCCIIEN0BaHUS
1 2 3 4
AHTOIIPOMETPHSI Poct (cm) 104 106
Pa3mepsl neuenu BITI (Mm) 106 97
BJIJ (Mm) 57 64
OxoKTI' KJIU (ma/m?) 89 80
OB (%) 72 57
MXII (Mmm) 7,9 9,1
T3CJIK (Mmm) 9,8 9,7
MK HepocratouHocTs |-1I cT | HemocTarounocts 11
AK YIJIOTHEH HesocTatouHocTh I-11 e
R-rpamma OI'K KTU (%) 64 64
Cnuporpadust FVC (%)
FEV1 (%) 37
MEF75 (%) 37
MEF50 (%)
MEF 25 (%) 43
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[Iponomxenue Tabauisl A 4

1 2 3 4
3aKiroueHue Hapymenne
cniuporpaduun BEHTUJISILIMOHHOM

CIIOCOOHOCTH JIETKUX 10
CMEIIaHHOMY THUITY
TSHKEJIOU CTENEHU

Houmnoit HUAT'15,8/4.
pecpaTopHbINA COAC TsKemnoit cTeneHu.
MOHUTOPHUHT
MPT I'M u LIOII Cwmemannas

ruaponedanus,

KOMIICHCUPOBAaHHAS

dbopma. Atpoduueckue
N3MCHCHUA KOPbI
T'OJIOBHOTO MO3Ta.

6MTX (m) 270 303

VHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years
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Pucynok A 4 - PocToBble JaHHBIC TAIIUEHTA

[Tpumeuanue - KpacHoit cTpesnkoil OTMEYEH MOMEHT Havala Teparnuu

ITanmenT MpbITK0 CTaHHCIaB, 3 roaa

PeGenok ot 2 6epemenHocty, 1 ponos. [lpensinyiias 6epeMeHHOCTh BBIKUABIII 110 TPUYUHE PE3YC-
koHumkTa. Bec mpum poxaenun — 3394rp. B Bospacte 4,5 mec ObLI BBICTABJIICH JUArHo3
«BpoxaenHsblil runotupuos». Haxonuics Ha «/I» yuere y HeBpomnaronora ¢ quarHozoM «POIT ITHC
['unepren3nonHo-ruaponieanbHplii cuHApOM. Muotonndeckuii cuaapom. JIIIII. AtakTuueckas
dopma. 3IIMP». B Bo3pacrte 3 5ieT mnpu MOBTOPHOM OCMOTpPE Y HEBPOIATOJIOTa U T€HETHKa ObLIO
pEelIeHO TPOBECTH HSH3UMOJMATHOCTUKY 17 uckitoueHus auarHo3za MIIC. Ha ocHoBanum
pe3yabTaTOB CHWKEHHS aKTUBHOCTH (pepMeHTa anbga-unypoHuaassl 248 pmol/spot*24h (Hopma
450-2814) B HIIMu/IX M3 PK 6bu1 BeicTaBneH auarHo3 Mykomnonucaxapuao3 [. Pebenok Hauan
XO0JIUTh B 2roaa. ['oBopuTh eAMHUYHBIE NPOCTHIE c0Ba B 3 roga. HacnencTBeHHOCTh HE OTSTOIIEHa.
Nmeet mecTo 3aaepkKka B PU3NIECKOM U TICHXO-PEUeBOM pa3BUTHU. MopdodeHnoTumn: runocraTypa,
KOpOTKasl Iesi, YMEPEHHO BBIPKEHHBIM Traprownn3M. Makporioccus, 3yObl KpYIHbBIE, IIHPOKO
paccraBneHHble. KoHTpakTypsl Bcex rpynn cyctaBoB 1-2ct. ToHyc mbimin cHukeH. KuneBuaHas
TpyiHas KieTka, Kudo3 TpyaHOro oOTAeda MO3BOHOYHHMKA. HocoBoe JpIxaHHWe 3aTpyIAHEHO.
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AyCKyJIbTaTUBHO B JIETKUX JIbIXaHUE BE3UKYIISIPHOE, IPOBOAUTCS 110 BCEM MOJISIM, XPUIIOB HET. TOHBI
cepAlla YMEPEHHO MpPUTIYIICHbI, PUTM MpPaBWIbHBIA. JKUBOT yMEpeHHO YBeIWYeH B 0ObEME,
renaromeranus. IlaxoBas rpeika. AneHoussl [ crenenu.

@®3T npenapatom Jlaponuaasa (Ajbaypazum).

Tabmuua A 5
Mertonsbi [Tokazarens | Mcxomubie ®3T 1 rox, Bo3pacTt 4 rona
HCCIIEIOBAaHUS
AHTOTIPOMETPHS Poct (cm) 85 92
Pazmep neuenn BIIJI (mm) 83 99
BJIJI (Mm) 38 67
DxoKT KU (mn/m?) | 38 84
DB % 78 67
MXII (mm) | 8,9 5,2
T3CJIXK (mm) | 6,9 6,5
MK HEJIOCTAaTOYHOCTE I ¢T | HemocTaTouHOCTE I CT
AK YIUIOTHEH YIUIOTHEH
R-rpamma OI'K KTHU (%) 65 45
6MTX (m) 220 230

AVHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years
T T T T T T T T
435D 7
+250

"7 Age: 4yr 0mo (48mo), z-score: -2,70
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Pucynok A 5 - PocToBbI€ TaHHBIEC MALIMEHTA

[Ipumeuanue - KpacHoii cTpenkoil oTMEYeH MOMEHT Havyaia Tepanuu

Hauuent Cynaran6ai Ucaam, 4 roaa.

Pebenox ot 2 6epemenHOCTH, 2 posioB. Bec npu poxnenun —3800rp. B Bozpacte 11 mec B HIIIuAX
M3 PK Ha 0ocHOBaHMU pe3yJabTaTOB 3H3UMOIMATHOCTUKHU: CHUKEHA aKTUBHOCTb (hepMeHTa anbda-L-
UAYpOHHJa3bl OBLI YCTAHOBJIEH Jauar€Ho3 Mykomnosmcaxapuno3 | tuma.  HacnmeacTBeHHOCTH
orarouieHa: cudc ¢ ycranosieHHbIM MIIC 1. PeGeHok oTcTaer B (pU3HYECKOM U IICHXO-PEUEBOM
pasButun.  MopdodeHoTun: rumocratrypa, Makpoledanaus. KOpOTKas Iles, BbIPAKEHHBINA
rapromnnsM. Makpornoccusi, 3yObl KpyIHbIE, IIMPOKO paccTaBieHHbIE. | Mnomiasus TynoBHIIA.
KoHTpakTypbl BCEX TIpylI CycTaBOB 1-2C¢T, MHOXECTBEHHBIM JU30CTO3. I'pyaHas KieTka
nedopmupoBaHna, BeciooOpasHsie pedpa. HocoBoe apixanue 3arpynHeHo, mymHoe. Kucrte mo tumy
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«kortuctoi jamb». Kwudockomms rpyrHOro W HOSCHUYHOTO OTAEIOB  IO3BOHOYHHKA.
AyCKyJIbTaTUBHO B JIETKUX JbIXaHUE BE3UKYIISIPHOE, IPOBOJUTCS IO BCEM IOJISIM, XPUIIOB HET. TOHBI
ceplia yMEpEeHHO MPUTITYIIEHBI, PUTM MTPaBUIIbHBIA. JKMBOT yMEepeHHO yBelIHUYeH B 00beMe, IIeUeHb
He yBenuueHa. IlaxoBas rpeika. [lomyrHenue porosunbsl. AneHoussl I1I crenenu.

@®3T npenapatom Jlaponuaasa (Ajbaypazum).

Tabnuia A 6
Merton [Tokazatenn Ho nauana ®3T ®3T 1 rox, Bo3pact 5 ner
HCCIICIOBAHUS
AnTOnpomerpus Pocr (cm) 77 82
Pazmepsl neuenn BIIJ (mm) 82 89
BJIJ (mMm) 66 57
SxoKI' KJIU (m/m2) 135 100
OB (%) 50 52,4
MXIT (Mm) 7 7,5
T3CJIK (mm) 7,8 8
MK Henocrarounocts I | Henocrarounocts I cT
CT
AK Henocratounocts | HenocraTounocts I cT
CT
R-rpamma OI'K KTHU (%) 64 55
MPT I'M u IIOII Opranuueckue
n3Menenus ['M
YMEDPEH BBIPAKEH
CTEHO3 K/B
6MTX (m) 100 15 ¢ mognepkkon

JleTanbHbIi KCXO OT MPOTPECCUPYIONIEH AbIXaTEIbHON HEAOCTATOUYHOCTH B BO3PACTE S JIET HA

2 oy TEpamnuu.

VHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years
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PucyHok A 6 - PocToBbIE TaHHBIC MAlIUEHTA

IIpumeuanue - KpacHoii cTpenkoil OTMEYEH MOMEHT Havalla Tepaluu
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Manuent Xa3zaguas Aiapy, S Jjer.

Pebenok ot 3 Gepemennoctu, 3 pozoB, Bec mpu poxaeHuu 3300rp. Yacteie pecrnupaTopHbIe
3aboneBanus. HaciencTBEeHHOCTh HE OTATONICHA. AJieproaHamHe3 CHOKOMHbIN. IlepeHecenHbie
onepatuBHble BMemartenbcTBa: B 2012r, r.Camapa «[lnactuka MUTpanbHOrO KianaHa MPOKIAIKON
I'op-texe» (Z pasmep MK 17), B cBsI3U ¢ HENOCTATOYHOCTHIO MUTPAJILHOTO KjamnaHa IV crenenu.
Jlerounas runeprensus. HK IIA. Anenonnosxkromus B 2014, onepaiiysi o HOBOY IMYIIOYHOM I'PbIKU
B 2015r.

Mopdodenorumn: Makpouedanus. KopoTkas mies, yMepeHHO TpyObIe YepThI JIMIIA, BHICTYIAIOIINE
n00HBIe OYrphl, HIMpPOKas MEPEHOCHIIA, THIEPTEIOPH3M, HU3KHH POCT BOJOC, BOJOCHI JKECTKHE,
runeprpuxo3. Makpornoccusi, S3bIK 00JI0)KeH OenbIM HajneToM. 3yObl KpyIHbIE, LIHPOKO
paccraBiieHHble, Kapuo3Hble. KocTHO-cycTaBHasi cucTema: OTMEYAeTCs HCKPUBIIEHHWE HIKHUX
KOHEYHOCTEH Mo THIly «genu valgumy, neurypanus KOJCHHBIX, JIOKTEBBIX, JIy4e3amsiCTHBIX
CyCTaBOB, Mex(anaHroBblXx cycTaBoB. OrpaHHYeHHME ABM)KEHUN B JIyue3alsICTHBIX, KOJIEHHBIX,
Mex(anaHroBeIX cyctaBax oboux kucrei 1-2ct. boukooOpaszHas nedopmaiius TpyIHOM KIETKH,
cienpl nocie crepHoToMud. ['unomasus tynosumia. KoxHble MOKpoBbl 0OBIYHOM OKpacKU, YUCTHIE
OT BbIChINIaHUs. BuinMele ciau3ucTbie BlaxHble, uncThle. HocoBoe ApIxaHue 3aTpyAHEHHO, IIYMHOE.
AyCKyIbTaTUBHO B JIETKMX BE3UKYJSIPHOE, XPUIIOB HET. ['paHMIBI OTHOCUTENBHOW CEpIEYHOMN
TYNOCTU pacuIMpeHbl BiaeBo. CepledHble TOHbI YMEPEHHO MPUIIIYIIEHbI, MSITKUNA CHCTONMYECKUN
IIyM Ha BEpXYIIKE.

®3T npenapaTtom Jlaponnnasza (Aabaypazum).

TaOmuma A 7
Meron [Toxazarens Mo navana @3T ®3T 2 rox, Bo3pact 7 jgeT
HCCIICTIOBAHUS
AHTOTIPOMETPHUSI Poct (cm) 105 120
Pa3mepsr neuenun BITJI (M) 90 100
BJIJI (mm) 49 40
DxoKT KJIM (m/m2) 56,6 110
OB (%) 67,7 65
MXIT (Mm) 8,5 7
T3CJDK (mm) 8 6
MK Henocrarounocts I | Hemocrarounocts Il cT
CT
AK ViioTHeHue HenoctaTounocts I cT
CTBOPOK
Cruporpadust FVC (%) 62 29
FEV1 (%) 68 73
MEF75 (%) 71 114
MEF50 (%) 76 66
6MTX (™) 335 350
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Pucynok A 7 - PocToBble fJaHHBIE TALUEHTA

[Ipumeuanue - KpacHoi cTpenkoi OTMEYEH MOMEHT Hadalla Tepanuun

MManuentsl ¢ MIIC II Tunom.

ITanuenT baanioaeB bex:xan, 5 jer

Pebenok ot 1 6epemennoctu, 1 pomos. Bec mpu poxaenun — 3800rp. Xoauth peGEHOK Hayal B
Bo3pacTe | roga. 3ajgep)kka B ICUX0-peyeBOM pa3BuTuu ¢ 2 net. B Bo3pacre 4 ner B HIIIu /X M3
PK Ha ocHOBaHUM pe3ylbTaTOB SH3UMOJIMATHOCTHKHU: CHW)KEHA aKTHMBHOCTH (hepMEeHTa HUIypoHaT-
cynbdarasbl <0,8 umol/l/h (reference: > 5,6umol/l/h) u BeIsIBIIeHHO# MyTarus B rene IDS ¢.1000G>A
(p.Asp334Asn), Obut BeICTaBJIeH Auarao3 Mykononucaxapuao3 11 tuma. [lepenecennsie oneparuu:
yacteie OPBU, aneHoupkToMus B Bo3pacrte 3 JIET, yAaJleHue MaxoBOW U MyMOYHOU TpblXKHU B 4 roza.
HacneactBeHHOCTH OTSTOIEHA: y ABOIOPOAHOTO Opara yctaHoBieH Mykononucaxapuao3 Il tuma.
PebGeHnok oTcTaeT B MHTEIUICKTYaTbHOM pPa3BUTHH, HE TOBOPUT. MopdodeHoTun: Makponedanus,
KOpOTKasi 1Iesi, YMEPEHHO BbIPAKEHHBIM T'apromin3M, HU3KUH POCT BOJIOC, BOJIOCHI IKECTKHE.
YmepeHHas nedurypanus 1 KOHTPAKTyphl B JTy4e3ansiCTHBIX CycTaBoB. KHCTh M0 TUITY «KOTTHUCTOMN
nansl». HocoBoe npixanue 3aTpynHeHHO, miymMHoe. KuneBuaHoM rpynHas kieTka, kudosa rpyaHoro
oTnena 1no3BoHouHMKa. CeplieyHble TOHBI NMPUTIYIICHBI, CUCTOJIMYECKUN IIYM Ha BEpXYyILKe U 5
Touke. JKUBOT HE yBenuyeH, eYeHb He yBenuueHa. AjgeHouibl I crenenu, Tyroyxocts [V crenenu.
®3T npenapatom Unypceynbdaza-a (Dnamnpasa)
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Tabmuma A 8
MeTto bl ucclenoBaHU IMokazarenu HUcxonnsie ®3T 1 rox (6 neT)
1 2 3 4
AHTOIIPOMETPHS Poct (cm) 113 117
Pa3mepsl neuenu BIT (Mm) 100
BJIJT (mm) 56
OxoKTI KU (mn/m2) | 75 50
®B (%) 75,8 65
MOXKIT (Mm) 7,5 7,6
T3CJDK (mm) | 7,5 75
MK Henocratounocts II cT HenocraTrounocts I cT
AK Henocratounocts I cr YIJIOTHEH
R-rpamma OI'K KTH (%) 54 50




[Iponomxenue Tadauis: A 8

CIIOCOOHOCTH JIETKUX 10
CMEIIaHHOMY THUITY
TSOKEJIOU CTENEHU

1 2 3 4
Cnuporpadust FVC (%) 40 80
FEV1(%) 45 81,3
MEF75(%) 46 109,2
MEF50(%) 52 95
MEF 25(%) 58 95
3akinroueHue Hapymenue [TaTosiorun HEeT
cnimporpadun BEHTHJISIITUOHHON

Hounoii pecrinpaTopHbIi
MOHHUTOPHUHT

HATI'S, 1. COAC
CpeIHEN CTeNEeHU
TSKECTH.

MPT I'M u HIOIT

[IepuBeHTpUKYISApHBIE
KHCTO3HbIE H3MEHEHUS
I'M.

MHOECTBEHHBIE
KHCTO3HBIC U3MEHEHUS
MO30JIUCTOTO Tea,
MIEPUBCHTPUKYISPHBIX
1 CyOKOPTHUKAIBHBIX
30H 00enx remucdep.
HapyxHas
ruaponedanms,
KOMIIEHCHUPOBaHHas
dbopma.

6MTX (M)
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Pucynok A 8 - PocToBbie JaHHBIE TTAlIUCHTA

IIpumeuanue - KpacHo# cTpeskoil OTMEUEH MOMEHT Havasa Teparnun

IHanuent Capmyp3akoB Anumaxkan, 4 roga.

Pebenoxk 2 GepemennoctH, 1 pogos. Bec mpu poxxaenun 3980rp. Xoauts Havan B 1rox 2 mec. C
POXKJIEHUS OTCTaBaJI B IICUXO-PEYEBOM PAa3BUTHH OT cBEpCTHUKOB. B Bozpacte 4 net B HI{IIn/IX M3
PK Ha oCHOBaHMHM 3H3MMOJIMATHOCTUKU: CHI)KEHA aKTUBHOCTh (pepMEHTa HIypOoHaT-CyibdaTassl <
2,8 (LOQ) umol/I/h (reference: > 5,6 umol/l/h) u BeIsIBICHAa KOMIUIEKCHAsE MEPECTAaHOBKA MEXKIY
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untpoHom 3 u 7 B rene IDS u nceBnorene IDS-2, Obu1 BricTaBieH nuarno3 Mykomonucaxapuao3 11
THIIA.

HacnenctBeHHocTh He oTsromieHa. llepeneceHHble 3a00JeBaHMs: YacThle MPOCTYAHBIE OOJIE3HHU.
[lepenecennble onepanuu: aIcCHOUIIKTOMUS B Bo3pacTe 4 roja.

PeGeHOK OTCTaeT B WMHTEIUICKTYAIHOM pa3BUTHH, TOBOPUT CIWHUYHBIC IPOCTHIE CJIOBA,
pa3apaXuTeNIeH, TMEpHoJaMH  PAacTOpMOKeH. HaBblkm  caMOOOCTY)KMBaHUS ~ OTCYTCTBYIOT.
Mopdodenorum: Makporedanus, KOpOTKas Iies, IpyOble YepThI JIHMIA, BHICTYIIAIOIIHE JOOHBIC
Oyrpel, IIMpPOKAas IEPEHOCUIA, THIICPTEIOPU3M, HH3KHHA POCT BOJIOC, BOJIOCHI IKECTKHE.
Makporioccusi, peOCHOK IMOCTOSIHHO ¢ OTKPBITOM PTOM. 3yObI KPYITHBIE, IIIUPOKO PacCTaBICHHBIC,
MOBBIIIICHHAS canuBanus. VICKpHUBIIGHWE HWKHHX KOHEYHOCTEH TO TUmy «genu valgumy,
neurypaius KOJICHHBIX, JIOKTEBBIX, Jy4e3alsiICTHBIX CycTaBoB. OrpaHHuYeHUE IBUXKCHHA B
JIOKTEBBIX, JTy4e3allCTHBIX, IJICYEBBIX, KOJICHHBIX CYCTaBOB B BHJI€ CrMOaHus U pasrubanus 1-2cT.
BoukoobOpa3zHnas nedopmanus rpyIHON KIETKH, KU(03 B TPYAHO-TIOSICHUYHOM oTeie. ['unomnasus
tynoBumia. ['uneprpuxo3. CepaeuHble TOHBI TMPUTIIYIICHBI, MSITKAW CHCTOJWYECKUN IIyM Ha

BCPXYIIKE. Kusot YBCJIIMYCH B O6’I)€M€, renmaToMerainusd, IMmyrno4yHas pboKa.
®3T npenapatom Unypcynsdaza-a (Dnamnpasa)

Tabnuma A 9
MeTtoanl TTokaszarenn Hcxonurie d3T 3 rox ®3T 4 roma
HCCTIEIOBAHUS (7 ner) (8 mer)
Antonpomerp | Poct (cm) 113 114 117
s
Pa3zmepst BILJ (mm) 107 109 121
MeYeHn
BJIJI (mm) 69 61 49
DxoKT KU (ma/m?) | 57 444 27,3
OB (%) 72 58 79
MXKIT (Mm) 6,9 4 4
T3CJDK (mm) | 9,9 4 4,5
MK HEIOCTAaTOYHO | HEJOCTATOYHOCTE I HENOCTAaTOYHOCTE |
cth I cr
AK YIUIOTHET HEIOCTATOYHOCTD | HEIOCTATOYHOCTS |
R-rpamma KTH (%) 56 56 61
OT'K
MPT I'M u CMeIaHHast CMeIaHHast
HIOIT ruaponedanus | ruapouedanus,
KOMIICHCHPOBA | JTEKOMIICHCHPOBAaHHAS
HHas popma. dbopma.
Kucra 3agneit | Atpodudeckue
YepermHoi W3MEHEHHS F'OJIOBHOTO
SIMKH MO3ra.
6MTX (M) 170 350 260
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Pucynox A 9 - PocToBbie JaHHbIE MalleHTa
[Ipumeuanue - KpacHoi CTpenkoi OTMEYEH MOMEHT Hadyalla Tepanuu

IHauuent Ep:xan Epacsli, 8 jaer.

Pebenok 1 6epemennoctu, 1 pomos. Bec npu poxxknenun 5200rp. PeOeHOK ¢ poXKIeHUs 10 S5 JeT
pa3BHUBAJICA COOTBETCTBEHHO BO3pPACTY, XOAUTH Hauall B 10 Mec, roBOPUTH B 1 TOJ1, CO CIIOB pOIUTEIIEH
B BO3pacTe S5 JIET MOIIeN B MOJArOTOBICHHBIM Kiacc. OMHAKO, YUUTHIBAs YacThle PECIHAPTOPHBIC
3a00J1€BaHUsI IO MECTY KHUTEIHCTBA OBLIIO PEKOMEHIOBaHO 0OciieoBanue B I.Actpaxanb (Poccun),
r7ie Ha OCHOBaHWU (peHOTUITa OBLJT BEICTaBJIEH quarno3 Mykononmcaxapuao3. B 2009rony B Bo3pacte
6 ner B HIITu/JIX M3 PK Ha ocHOBaHHMM SH3UMOMArHOCTHKHU: CHUKEHHAsI aKTUBHOCTh (hepMEeHTa
uaypoHat2 cymnbdaraza <2,8 (LOQ) umol/l/h (reference: > 5,6 pmol/l/h), BeIsIBICHHONH MyTaIus B
sk30He 3 reHa IDS ¢.253G>A (p.Ala85Thr) Gbut BeICcTaBIeH quarHo3 Mykomnonucaxapumos 11 tum.
[Tepenecennnie 3ab6oneBanus: yactoie OPBU. Ilepenecennsie onepanuu: aieHOUIIKTOMUS B 6 JIET.
PeGeHok oTcTaeT B pU3NUECKOM Pa3BUTUH, UIMEET MECTO JIETKas MEHTaIbHAS 3a/IePKKa, BEPOSITHO B
CBSI3U C TYroyxoctbio. Mopdodenotun: makponedanus, KOpOoTKas Imies, YMEPEHHO BBIPaKCHHBIN
raprousiu3M, THUIEpPTeNopu3M. Makporioccus, peOeHOK IMOCTOSHHO C OTKPBITOM PTOM. 3yObl
KpYIIHbIE, IIUPOKO paccTaBiICHHbIE, MOBBIIIEHHAs canuBauusa. AneHoussl I crenenu, Tyroyxocts I
crenieHu. VICKpuBJIeHHE HUKHUX KOHEUHOCTEH MO TUIy «genu valgumy, nedurypanusi KOJIEeHHBIX,
JIOKTEBBIX, JIy4e3alsCTHBIX CycTaBOB. OrpaHWyeHHE [BUKEHHH B JIOKTEBBIX, JIyu€3alsCTHBIX,
IJICUEBBIX, KOJICHHBIX CYCTaBOB B BuJe crubanus u pasrudanus 0-1 ct. Kucts nmo Tumy «xortuctoi
nanbl». HocoBoe ppixaHue 3aTpylnHEHHO, MIyMHOE. TOHBI ceplua yMEpPEeHHO MPUTITYLIEHBI,
CUCTOJIMYECKH ITyM Ha Bepxymike. JKUBOT B 00beMe yBEeITUUEH, IrernaroMeranusi.

@O3T npenaparom Uaypcynbdaza-a (Dnampasa).

Tabauma A 10
Meton Iloka3zarenpb Jo nauyana ®3T ®3T 5 ner, Bo3pact 13 et
HCCIIeIOBAHUS
1 2 3 4
Antonpometpus | Poct (cm) 116 151
Pasmepst meuenn | BIJ] (Mmm) 134 116
BJIJT (mm) 66,4 67
OxoKTI KJIU (ma/m2) 97 58,2
®B (%) 73 77
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[Tpononxenue Tadmuin: A 10

1 2 3 4
MXIT (mm) 5,9 6
T3CJIXK (Mmm) 7,9 6
MK HEJIOCTATOYHOCTh HEJI0CTAaTOYHOCTh | cT
ITcr
AK HEAOCTAaTOYHOCTE I | HemocTaTouHOCTh I T
CT
R-rpamma OI'K KTHU (%) 57 56
MPT I'M u LIOII CMmernranHas CMmemanHas rTuaporedaims,
ruaponedanus, KOMIICHCUPOBaHHas hopMma.
cyokomnencupoBa | Kucto3Hbeie m3MeHEHHs
HHas popma. MIEPUBEHTPUKYISIPHBIX 30H U
Kucra III MO30JIMCTOTO Telila 00enx
KETyT0UKa. remucdep. Kuctoznsie
00pa3oBaHus 33JHUX POTOB
OOKOBBIX KEITYJOUYKOB, BO3MOKHO
COCYJIUCTOTO XapakKTepa.
CrenosupoBanue
KpaHHOBEPTEOPATILHOTO MEepPexo/ia.
Cnuporpadust FVC (%) 69
FEV1 (%) 72
MEF75 (%) 81
MEF50 (%) 86
MEF 25 (%) 95
3aKIo4YeHue Hapymienus BeHTHISIITMOHHO N
criuporpaduu CITOCOOHOCTH JIETKUX T10
PECTPUKTUBHOMY THITY, JIETKOK
CTEIEHU.
6MTX (™) 300 490

Lengthmeight (cm)

" Age: 5mo, z-score: 4,85

Age (months)

Pucynok A 10- PocToBbie qaHHBIC TAIUCHTA

IIpumeuanue - KpacHo# cTpeskoil 0OTMEUEH MOMEHT Havasa Teparnun
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Hanuent Kyanbim AiiTope, 10 Jert.

Pebenok 3 Gepemennoctu, 3 poaoB. Bec mpu poxaenun 3800rp. PeGerok OoJieH ¢ poOXACHUSA,
Kaxaple 2-3 Mec HaOmronanuce y HeBpomartojora ¢ auarnosom: IIIT IMHC, rumepreHzuoHHO-
runporedanbHbii cuaapoM. B Bo3pacte 1,5-2 ner crama oTMeuatbes 3a7iepikKa B POCTE, PEUYEBOM
pa3BUTHH, YBEIMYCHHE pa3MepoB rosoBbl. CocTos Ha «JI» ydere y SHAOKPHHOJIOTa C TUarHo30M
«Qunemudeckuit 300 I ct, ayrupeo3». C 5 yeTHero Bo3pacra peOEHOK CTa TePSATh MPHOOPETEHHBIC
HaBbIKM CaMOOOCITYy)KMBaHHUSI U MHTEJUIEKTyalbHOTO pa3Butus. B Boszpacte 10 ner B HHIIM/I Ha
OCHOBAHHHU SH3UMOJIMATHOCTHKHM CHMKCHHE aKTHBHOCTH JIM30COMAIILHOTO (DepMEHTa MIypOHaT-2-
cynbgaraza 0 pmol/spot (0,02-0,25 pmol/spot*20h) 6but BbicTaBiIeH ArarHo3 Mykomoucaxapumao3
II Tuna. IlepenecenHsle onepanyu: ycTpaHEHHE MaX0BOU I'pblKU B 1 ro, mynouHoi rpspku B 2013r
(9ner). PeGeHok oTcTaeT Kak B (PM3UYECKOM, TaK U B TICHXO-PEYeBOM pa3BuUTHH. He roBopuT, HE
XOAWT, HE cuauT. HaBeiku camooOciyxuBaHus yrpadeHbl. MophodeHOoTHI: TUIoCTaTypa,
Makpoliedaus, BbICTyNaoMe J0OHbIe OYTrphl; KOPOTKas Iiesi, raprominsm. Makporioccusi, 3yObl
KpYIHBIE, IUPOKO PacCTaBlIEHHbIE, Kapro3HbIe. [ nnornasus tynosuma. Kuctu u cromnsl mupokue,
MAJIBIBI KOPOTKHE U MHUpOKHe. KUCTh 1Mo THITY «KOTTHCTOH nambl». KoHTpakTypa Mex(panaHOTOBBIX,
Jy4e3arsCTHBIX, JIOKTEBBIX, TJICUYEBBIX, KOJEHHBIX, Ta300€PEHHBIX U TOJCHOCTOITHBIX CYCTaBOB.
Meimeynast runiotonust. ['pynHast kietka aedopMupoBaHa, Kugo3 TpPyJHOTO OT/ela IT03BOHOYHHKA.
HocoBoe ppixaHue HapylieHo, 3aTpyaHeHo, wryMHoe. CoH OecrokoiHbIN, peOeHOK YacTo
MPOCHINACTCS, XPAHUT. AYCKYJIBTaTHBHO B JIETKUX JIBIXaHHE BE3WKYISIPHOE, MTPOBOJUTCS 10 BCEM
MOJISIM, Macca MPOBOJHBIX XPHUMOB. TOHBI cepAlia MPHUIIYIICHBI, CUCTOJMYECKHNA ITyM CpeIHEH
WHTCHCUBHOCTH Ha BEPXYIIKe M B 5 Touke. JKUBOT yBenwueH B 00beMe, TeraToMerausl, MyImoYHast
rpebKa. OU3NOJIOTHYECKUE OTIPABICHUSI PEOCHOK HE KOHTPOJIMPYET, B ITaAMITEpcax.

O3T Unypcynbdazoii-a (Dmamnpasa).

Tabnuma A 11
Meton TToxa3zarenn HUcxonnrie ®3T 3 roxm, 13 mer
HCCIIEJOBAHMS
AnTtompometpu | Poct (cm) 113 121
'
Pazmepnr BITJI (M) 94 93
MeYEeHU BJI (Mm) 48 41
DxoKI' KJIU (Mn/m?) | 82 85
OB (%) 72 66
MXKIT (Mm) 8,3 6,5
T3CJDK (mm) | 7,8 8
MK HEOOCTAaTOYHOCTh | ¢T | HEZOCTAaTOYHOCTD | CT
AK HeOoCTaTOYHOCTh | ¢cT | HemocTtaToyHOCTE I cT
R-rpamma OI'K | KTU (%) 60 62
6MTX (M) 10 5
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VHQ child growth standards (birth to 60 months), WHO reference 2007 (61

months to 19 years|

+35D
+25D

"7 Age: 9yr 11mo (119mo), Z-score: -3,89

Median

-25D
-38D

Lengthsheight (crm)

0 12 24 36 48 60 72 84 95 108 120 132 144 156 188 180 132 204 216 226 240

Age (months)

Pucynok A 11- PocTroBble naHHbBIE TAIUEHTA
[Ipumeuanue - KpacHO# CTpenKoi OTMEYEH MOMEHT Hadalla Tepanuu

ITanuenT KbI3aiidek A03aJ, 8 JieT.

Pe6enok 1 6epemennocty, 1 ponos myrem Kecapeso ceuenusi. Bec npu poxaenuun — 2100rp, poct —
49 cm. C poxaeHusi coctosun Ha «Jl» ydere y HeBporarojora ¢ JUarHo3oM «l UIepTEeH3HOHHO-
ruapouedanbHelii cunapom»; y JIOP Bpaua ¢ nuarnozom «AneHounsl Illct». Pebenok Bcerna
oTcTaBai B pusudyeckoM u ncuxudeckom pazputue. B 2015roxy B HIIIu/IX M3 PK Ha ocHOBanum
pe3ynbTaTOB SH3UMOUATHOCTHKH: CHI)KEHHAs! aKTUBHOCTH (hepMeHTa uaypoHaT2 cyiabdaraza <2,8
(LOQ) umol/l/h (reference: > 5,6 umol/1/h), BeIsiBIIeHAa TeMU3UTOTHAS ACTICITNS OXBATHIBAIOIIAS IK30H
9 rena IDS BbIcTaBiieH quarno3 Mykonoaucaxapuao3 Il tumna. [lepenecénnbie onepanyu: B BO3pacTe
1 roma OblIa MpOBECHA OTEpaIlis MO TIOBOIY MAaXOBOM T'PBDKH; afieHOuA0KToMus.B 2012 romy. ¥V
pebeHka rpybas 3ajep)kka B TICHXOPEYEBOM pa3BUTHE. PeOCHOK HE TOBOPHUT, MHTEIJIEKT CHIKCH.
MopdodenoTun: Mmakpouedanus, KOpoTKast IIes, TaprowIN3M, MaKPOTJIOCCHS, PEOSHOK IMOCTOSHHO
C OTKpBITOM pTOM. 3yObl KpyIHBIE, IIMPOKO paccTaBlieHHbIC, MOBBILICHHAS CalMBalUA.
HckpuBieHne HIDKHUX KOHEYHOCTEH MO TUITY «genu valgumy, nepurypanusi KOJIEHHBIX, JJOKTEBBIX,
Jy4e3amsiCTHBIX cycTaBoB. OrpaHuueHue ABWKEHUN B JIOKTEBBIX, JIy4€3alsICTHBIX, IUICUYEBBIX,
KOJICHHBIX CYCTaBOB B BUJIE crubanus u pasrubdanus 1-2ct. Jlepopmanus rpyaHoit kieTku, kudos B
IPyAHO-TIOSICHUYHOM oTjene. ['unoriasus tynosuia. HocoBoe npixaHue 3aTpyJHEHHO, IIYMHOE.
HouHoli con coxpanen, Xpanut. CepaeuHble TOHbI MPUTIIYIIEHBI, MATKUI CUCTOJIMYECKUM IIyM Ha
Bepxyike. JKUBOT yBelanueH B 00beMe, rernaToMeraius, myrnovynast rpeika. Tyroyxocts I crenenu.
®3T npenapatom Unypceynbdaza-a (Dmamnpasa).

Tabauma A 12
Meton Iloka3zarenpb Hcxonusie ®3T 1 roxa, Bo3pact 9 ner
HCCIEI0BaHUS
1 2 3 4
Anronpomerpus | Poct (cm) 144 154
Pazmepnr BILJI (mm) 108 130
NIEYCHU BJIJ1 (Mm) 67 66
OxoKT KJIW (Mn1/M2) 60,4 37,3
®B (%) 65 74
MXKIT (Mm) 8,6 12
T3CJIK (Mmm) 8,9 9
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[Tpononxenue Tadmunsl A 12

1 2 3 4

MK HENOCTAaTOYHOCT | HENOCTATOYHOCTH I CcT
bplctT

AK HEJOCTATOYHOCT | YIUIOTHEH
plcr

R-rpamma OI'K | KTU (%) 50 50

MPT I'M un CMENIaHHas
oIl rugpounedanms,
JIEKOMIICHCHPOB
aHHas gopma.

6MTX 115 347

VHO child growth standards (birth to 60

+35D
+25D

) Age: 9yr 9mo (117mo), z-score: 2,75

Median

-25D
-38D-- -

Length/height (em)

0 12 2¢ 36 48 60 72 8§ 95 108 120 132 144 155 158 180 192 20¢ 216 228 240

Age (months)

Pucynok A12 - PocToBbie fJaHHbIE TTAIUCHTA

[Tpumeuanue - KpacHoil cTpeskoil OTMEYEH MOMEHT Havala Teparnuu

IManuent OTeren Myparep, 9 Jser.

Pebenok ot 2 6epeMeHHOCTH, 2 CpOUYHBIX poA0B. Bec ipu poxxaenuun — 3400rp. Briepoie oOpaTuiuch
K Bpady B 3X JIETHEM BO3pacTe IO MOBOAY 3aJ€pkKKH peueBoro pazBurus. Coctout Ha «/[» yuere y
HeBpomarosiora ¢ guarHozom: 3IIMPP. Cymopoxubiit cunapom. ['mapouedanbHblii CHHIPOM.
[Tomyuaet kapbomazenum (200mr) no %2 16 x 2p/n. B 2008roxay B Bozpacte 6 net B HI{[TuJIX M3 PK
HAa OCHOBAHMM SH3UMOJMATHOCTUKH: CHIDKEHHOM AaKTUBHOCTH JIM30COMAJbHOTO (epMeHTa
unayponar-2-cynbaraza <2 (LOQ) pmol/l/h (reference: > 5,6 pmol/I/h) BeicTaBnen auarHozom
Myxkononucaxapuno3 Il Tuna. HacrieacTBeHHOCTh: OTsromieHa y 2 ABOIOPOJIHBIX OpaTheB M0 JTUHUU
MaMmbl ycraHoBiieH Mykononucaxapuno3 Il tuma. Ilepenecennsie 3aboneBanus: yacteie OPBU;
omepanusi Mo TMOBOJY MaxOBO-MOIIOHOYHON TpeDKU B 2006r. PeGeHok oTcTaer B (huzmueckoM
pa3BUTHM, Tpybas 3ajep>Kka B HHTEIUICKTYaTbHOM pa3BUTHH, He TOBOpUT. MopdodenoTumn:
TUIOCTaTypa, Tapromin3M, Makpoledamus, MaKporJIOCCHs, OPOTKas Iies, BHICTYMAONINE TOOHbBIE
Oyrpel, nedopmarus Kocted dyepena. HelipoceHcopHass Tyroyxoctb.3yObl KpYIHBIE, HIHPOKO
paccraBlieHHbIe, Kapuo3Hble. [umorumasust TynoBumia. HouHolt con Oecmokoiineiif. KocTHo-
CycTaBHasi cuctemMa — AeQurpypamusi KOJEHHBIX CYCTaBOB, KOHTPAaKTypa CYCTaBOB BEPXHHUX U
HIKHUX KOHEYHOCTEH. AYCKYNbTaTHBHO B JIETKUX JIbIXaHUE KECTKOe, ociabiIeHHoe B H/0, Macca
MPOBOJHBIX XpUNOB. CepJieuHble TOHBI MPUTITYIIEHBI, CUCTOJMYECKUN 1IyM Ha Bepxyuike. KUBOT
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YBCJIIMYCH B 061>eMe, rermaromMerainusa, Nyrno4yHas rpooxa. dusnonornueckue OIIpaBJICHUA pe6eHOK HEC
KOHTPOJIMPYET, B TaMIIEpcax.
@3T npenaparom Uaypcynedaza-a (Dnampasa).

Tabnuia A 13

Meron [Tokazarens | McxomHbie @®3T 2 rona, Bo3pact 11 ner
HCCIIEIOBAaHUS
AnTtonpomerpust | Poct (cm) 103 104
Pasmepsl mewenn | BILJ (Mm) | 112 113

BJII (mm) | 60 45
OxoKI’ KU 119 126

(M/M?)

OB (%) 86 63

MXII (mm) | 8,1 10

T3CJIK 8,8 9,8

(vm)

MK nepoctaroudocts II-111 | aemoctarounocts II-111 ct

CT

AK "epocratouHocts I-1l ¢t | HemocTatounocts I-1I cr

R-rpamma OI'K KTHU (%) 60

MPT I'M u HIOIT MOJIMMUKPOTHUPHS CO coob1maromnias ruapouedans,
cMemaH rujiporedanus | KOMIIEHCHpOBaHHas (opma.
ITonmumukporupus.
6MTX (M) He xoaut He xonut

NHO child growth standard

s (birth to 60 months), WHO reference 2007 (6

months to 19 years

Length/height (om)

" Age: 11yr 0omo (132mo), z-score: 5,81

+38D 7
+28D

Median

28D |
-38D

0 12 24 36 48 60 72 84 96 108 120 132 144 156 168 130 192 204 216 228 240

Age (months)

Pucynok A13 - PocToBbie JaHHBIE TTAIIUCHTA

IIpumeuanue - KpacHoil cTpenkoii OTMEYEH MOMEHT Havalla Teparuu
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auuent Canudaii Hypcyarawn, 6 jer.

Pe6enok ot 1 6epemennoctu, 1 pono. Bec mpu poxaenun — 3790rp. Xomuts Hadan B 1,5 roxa,
roBoputh B 3 roma. B Bo3pacte 3 ner poauTenu 3aMeTHIIM, YTO PEOCHOK OTCTAaeT B POCTE OT
CBEPCTHHKOB, 4acTo 0oJjien pecriuparopHbiMu nHpeknusmu. B Bo3pacte 6 ner 8 HIIIu/[X M3 PK
Ha OCHOBAaHMM pE3yJbTaTOB 3H3MMOJMArHOCTHUKU: CHIKEHA AKTHBHOCTH (pepMeHTa WAypoHArt-
cynbdarasbel <2,8 umol/l/h (reference: > 5,6pumol/I/h) u BeisiBeHa myramus B reae |IDS ¢.1000G>A
(p-Asp334Asn), Obul BbICTaBIeH auarHo3 Mykomnonucaxapuao3 Il tuma. HacnencrtBeHHOCTDH
OTATOIIEHA: Y JIBOIOpOJHOTO Opata mo juHuu Mambl yctaHoBieHHbI MIIC II. Tlepenecennnie
omepanuu: olepamus MO IMOBOJAY MaXOBO-MOIIOHOYHOM TpbDKM B 9 MecC; aJeHOMJPKMTOMUS B
BO3pacTe 6 JeT. PebGenox orcraer B (pU3MUECKOM pa3BUTHH, MHTEIUICKTYalIbHOE DPa3BHTHE
COOTBETCTBYeT Bo3pacTy. MopdodeHoTur: rumnocraTypa, KOpOTKas Iles, TIaproujusM,
Makpouedaius, MaKporjioccus, 3yObl KpyITHBIE, IIMPOKO paccTaBieHHbIC. [loMyTHEHHE pOTOBHIIBI.
l'unonnasust Tynosuia. KoHTpakTypbl Bcex Ipymim CycTaBOB 1-2CT, MHOKECTBEHHBIH JTU30CTO3.
Koxa ymepenHoii tomuunsl, rl'pyaHas kieTka gepopMupoBaHa, BecaooOpasHbie pedpa. Kucts B
BUJIE «KOTTUCTOM Jsamnbl». HocoBoe npixaHue 3aTpyAHEHO. AYCKYJIbTaTUBHO B JIETKUX JbIXaHHE
BE3UKYJSPHOE, MTPOBOJUTCS 110 BCEM IOJISIM, XpPUIIOB HET. TOHBI cep/illa YMEPEHHO MPUTIYIIECHBI,
PUTM NpaBUIbHBINA. JKUBOT yMEpPEHHO yBENIWYEH B 00bEME, FreraToMeraiusl.

®3T npenapatom Unypcynbdaza-a (Dmnampasa).

Tabnuua A 14

MeTtoanl Tloka3zaTenn Hcxonurnie ®3T 3 rox, ®3T 4 roxn, Bo3pact 10
HCCIEI0BAHUS BO3pacT 8 Jer JIeT
1 2 3 4 5
Anrtomnpometpus | Poct (cm) 106 113 120
Pazmepnr BITJI (M) 106 112 94
MEeYEeHU BJIJL (Mm) 52 60 55
DxoKT KM (ma/m?) | 82 84 33
OB (%) 73 70 65
MXIT (Mm) 9 10 5
T3CJIXK (mm) | 9,5 7,5 7
MK ITaTonornu HET | HEZOCTATOYHOC | HEAOCTATOYHOCTE Il cT
16 II-111l cT
AK [Tatosoruu HET | yIJIOTHEH HEJ0CTAaTOYHOCTE | CT
R-rpamma OI'K | KTU (%) 50 58 50
Cruporpadust FVC (%) 37 67 67
FEV1 (%) 38 67 72
MEF75 (%) 36 86 101
MEF50 (%) 39 87 76
MEF25 (%) 36 53 67
3aKJIroueHue Hapymenue Hapymenue Hapymenus
criuporpaduu BECHTUJISAIIMOHHO | BEHTH/IALMOHHO | BEHTWIAIIMOHHOM
I cnocoOHOCTH | i CIOCOOHOCTH | CITOCOOHOCTH JIETKHX C
JIETKHX 110 JIETKHX 110 npeolaganreM
CMELIaHHOMY CMEILIaHHOMY 00CTPYKTUBHOTO
THUILY TSKEJION TUILY JIETKOU KOMITOHEHTA CpeIHEN
CTEIICHH CTEIICHHU CTEIICHU
MPT I'M u MHO0eCTBEHHEBI CMeEIlIaHHas
HIOIT € ruzapouedanus,
NEPUBEHTPUKYII JIEKOMIIEHCUPOBAHHASA
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[Iponomxenue Tabnuisl A 14

1 2 3 4 3)

SIPHBIE KUCThI dopma. Arpodudeckue
I'M. HW3MEHEHUS T'OJIOBHOTO
CwmemanHas Mosra. be3
rugponedanms, OTpULIATENILHON
CyOKOMIIEHCHPO JTUHAMUKH.
BaHHasI.

6MTX (M) 300 325 450

+38D
+28D .

T zscore: 1,49

Median

-258D
-38D

Lengthiheight {em)

I

0 12 24 36 48 60 72 84 96 1083 120 132 144 156 168 180 132 204 216 228 240

Age (menths)

Pucynok A 14 - PocToBble qJaHHBIE TTAIUCHTA

[Tpumeuanue - KpacHoit cTpenkoil OTMEYEH MOMEHT Havasla Teparnuu
MManuent Canapaau Aauier, 10 jger.
Pebenok ot 1 6epemennoctH, 1 poaos B cpok. Bec mpu poxknennn 4000,0rp. Xoauts peOEHOK Haval
1 rox 8 Mec, ToBOpUTH MpOCThIE cioBa B 2 roaa. C 5 JieTHEro Bo3pacrta poauTeNy CTajlu 3aMedaTh
3aJIepKKy B ICHUXO-pedueBOM pa3BUTHH. C poxAeHUS cocTosul Ha «JI» ydere y HeBpomarosiora c
JTMarHo30M: ['unepTeH3noHHO-TUApPOIEhATBHBII CUHJIPOM. Pe3unyanpHO-oprannyeckas
sunedanonatuss. B Bo3pacte 10 mer B HIIMuAX M3 PK Ha ocHOBaHMM SH3MUMOJIMArHOCTHKH:
CHW)KEHHAss aKTUBHOCTH JIM30COMABbHOTO (hepMeHTa uaypoHar-2-cyiabdaraza <2 (LOQ) umol/l/h
(reference: > 5,6 umol/l/h), Obu1 BBICTaBIEH auar€o3oM Mykononucaxapuao3 Il Tuma.
HacnenctBeHHOCTH OTSIrolieHa: y JBOIOPOJIHOTO OpaTa 1Mo MaTepuHCKOoM auHuu yctaHosieH MIIC
II. Co cioB Mambl MaTbYMK UMEET BHEIIHEE CXOJCTBO C IBYMsI JSASMH IO JMHUUA MaMbl, KOTOPbIE
yMEpJIM OJIMH B Bo3pacte 6 JieT, BTopoi B Bo3pacte 12 ser. [lepenecenHsie 3a00I€eBaHUS: YacThIS
npocTtyaHbie 3a00yeBanus. PeOeHOK 0TcTaeT B ICUXOMOTOPHOM U peueBoM pa3Butue. He xoaut. He
roBopuT. Mopdodenorumn: runocrarypa, Mmakpouedaus, BEICTyNamue J00HbIe Oyrpbl; KOPOTKAs
iesi, rapromwim3M. Makporioccus, 3yObl KpyIHbIe, IIUPOKO pacCTaBICHHbIC, «TOTHYECKOE HEOOY.
l'unornazust TynoBuiia. Kuctu u cTonsl MIMpOKKE, MajbIbl KOPOTKUE U MmHpokue. Kucte no tumy
«KOrTHUCTOM  mambl». KoHTpakTypa IJyde3amsiCTHBIX, JIOKTEBBIX, IUJICUEBBIX, KOJICHHBIX,
Ta300€eIPEHHBIX M TOJEHOCTOMHBIX CycTaBOB. Ha BOJOCHMCTOI 4YacTH TOJOBBI OYarv ajioNelu.
KocTtHo-cycTaBHas cuctema — TpyAHas KieTka aedopMupoBaHa, Kudo3 TpyaHOTO oOTaena
no3BoHOuUHUKa. HocoBoe NpixaHue HapyIIeHO, 3aTpyAHEeHO, IyMHoe. CoH O0eCrOKOWHBIN, XparuT.
AyCKyNbTaTUBHO B JIETKUX JbIXaHHE BE3UKYISPHOE, MPOBOAMUTCS MO BCEM IMOJSM, MPOBOJHBIC
xpunel. TOHBI cep/ilia MPUTITYIIEHbI, CHCTOIMYECKUH IIIyM CpeJHe HHTEHCUBHOCTH HA BEPXYIIKE U
B 5 Touke. JKUBOT yBenuueH B 00beme, remaromeranusi. Du3nonornueckue onpaBieHus peOeHOK He
KOHTpOJUpyeT, B namnepcax. Koncynpranus odransmonora: arpodust 3pUTeNsHOTO HEPBA, MOTHAS,
HUCXOJA111as1, BTopuyHasi, /lereneparus ceT4aTku, MUrMeHTHas gopma.
@3T npenaparom Unypcynesdaza-a (Dnamnpasza).
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Tabnuia A 15

Merto bl [Toxazarens | McxonaHbie ®3T 2 ronx, Bo3pact 12 ner
HCCIICI0BAHUS
AnTOnpomeTpus Pocrt (cm) 107 117
Pa3mepsl neuenun BIIJ (mm) | 125 106
BJIJ] (mm) |74 57
OxoKI" K1 118 120
(M/M?)
OB (%) 86 44
MXII (mm) | 8,5 4
T3CJIIXK 11,6 4
(m)
MK HEJI0CTaTOUYHOCTH I1- HemocTtaTouHocTh I-1I cT
III ct
AK HEJIOCTAaTOYHOCTh | CT | yIuloTHET
R-rpamma OI'K KTHU (%) 60 57
MPT I'M u HIOIT CMeNIaHHas cMelanHas rraporedamus
ruapornedanus, JIEKOMITCHCHPOBaHHAas (opMa.
JIEKOMITCHCHpOBaHHAas | BeipaxenHbie aTpoduueckue
dbopma. n3meHenus ['M
Hounoii HUATI - 45,6/qac, COAC Tsxemnoi
pecnupaTopHbIN CTEIICHHU.
MOHHUTOPHUHT
6MTX (™) He xoaut He xonut

2001 +35D
" z.score:2,02 3sD
+25D

Median |

-2sD |
-38D

Length/eight fem)

0 12 2¢ 35 48 60 72 84 96 108 120 132 144 156 158 130 132 204 216 228 240

Age (months)

Pucynok 15 - PocToBbie naHHBIE MTAlIUEHTA

[Ipumeuanue - KpacHoii cTpenkoil oTMEYEH MOMEHT Hauaia Teparnuu

MManuent Cusnzoex JocodoJa, 4 roaa.

Pebenox ot 3 6epeMeHHOCTH, 3 po/I0B B Cpok, ManoBoaue. [Ipu poxnenun Bec 3300,0 rp. Coctout
Ha «J/I» yuere y HeBpomaroyora c¢ auarHo3oM «3IIMPPy». Co cnoB poaurenelr peGeHOK Bcerna
oTCTaBall B (PU3MUECKOM U NICUXUYECKOM pa3BUTHE ¢ poxaeHus. B Bo3pacre 4 ner B HUIIn/IX M3
PK Ha 0CHOBaHUM 3H3UMOMArHOCTHKH: CHUKEHHOW aKTUBHOCTH (pepMeHTa uAypoHat2 cyiabdarasza
<2 (LOQ) pmol/I/h (reference: > 5,6 umol/I/h) 6b11 BeicTaBIeH AuarHo3 Mykomnomucaxapuaos I tum.
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[lepenecennsie 3aboneBanus: yacteie OPBU. ®usnueckoe pa3BuTHE peOCHKA COOTBETCTBYET
BO3pacTy, OJHAKO HMMEET MECTO 3aJep>KKa B HMHTEIUICKTyaJlbHOM pa3BuTuu. Mopdodenorur:
Makpouedanus, KOpOTKas Ies, raprowin3M, THIIEPTPUX03, HU3KUH POCT BOJIOC. Makporioccus,
peOEHOK MOCTOSHHO C OTKPBITOM PTOM. 3yObl KPYIHBIE, IIHPOKO PAacCTaBJICHHBIC, MOBBIIICHHAS
canuBanys. MIckpuBieHne HIXKHIX KOHEYHOCTEH 10 TUITY «genu valgumy, nedurypamnus KoJIeHHbIX,
JIOKTCBBIX, JIYUYC3aIllACTHBIX CYCTAaBOB. Kwucts mo TUITY «KOTTHCTOM JIAITBI». OFpaHI/I‘-IeHI/Ie IIBI/I)KCHI/Iﬁ
B JIOKTCBBIX, JIYUC3aIlICTHBIX, IJICYCBBLIX, KOJICHHBIX CYCTaBOB B BU/IC crubaHus u pa3r1/16aH1/m 1-2cT.
3aTpyJHEHO HOCOBOE JBbIXaHWE, IIyMHOE, OOMIIBHOE CIHM3UCTOE OTHeisieMoe. AYCKYJIbTaTUBHO B
JICTKUX JObIXaHUC JKECTKOC, MacCa IIPOBOJHBIX XPHUIIOB. CepﬂeqHHe TOHBI NPHUTTYHICHBI,
CHCTOJIMYECKUH [IIYyM Ha BCPXYUIKC. Kwusot YBCJIMYCH B O6’I)CMG, rermaromMerainusa, nyrnodHas rpboxa.
®3T npenapatom Unypcynbdaza-a (Dmnampasa).

Tabmuima A 16
Merton ucciaeaoBaHus ITokazatens Hcxonubie ®3T 1 rox, Bo3pact 5
JIeT
AHTONpOMETpUS Pocr (cm) 101 108
Pa3meps! nmeuenu BILJI (Mm) 118 104
BJIJT (Mm) 71 69
DxoKI" KU (vor/m?) 77,5 45,9
DB (%) 83 64
MXIT (Mmm) 8,4 10
T3CJDK (Mm) 6,5 10,6
MK HEJIOCTAaTOYHOCTh | CT HEJIOCTAaTOYHOCTh | CT
AK HEJIOCTaTOYHOCTH [ CT YIJIOTHET
R-rpamma OI'K KTU (%) 60 60
MPT I'M u LIOIT BHYTPCHHSIS
ruapouedaius.
KHUCTa 3aIHEW YepenHoi
SIMKH
6MTX (M) 172 180

VHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years:
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Pucynok A 16 - PocToBble JaHHBIC TTAIUCHTA

[Ipumeuanue - KpacHo#l cTpeskoil OTMEUEH MOMEHT Havasa Teparnun
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Ianuent Typanu Tunekrec, 6 jer.

PeGenok ot 4 6epemeHHocTH, 4 poJoB B cpok. Bec mpu poxaenuu 3600,0 rp. C poxkaeHHS COCTOSLT
Ha «JI» yuere y HeBpomarojora ¢ auarno3oM «3[IMPPy». B Bospacte 6 ner 8 HIITuAX M3 PK na
OCHOBAaHWHW JH3MMOJIMATHOCTHKHU CHIDKEHHAs aKTHMBHOCTh ()epMEHTa HIypoHaT2 cynb(daraza <3
(LOQ) pmol/Vh (reference: > 5,6 umol/l/h), BeicTaBnen auarno3 Mykomnonucaxapuao3 Il tuma.
HacnencTBeHHOCTh OTATOINEHA: Y JBYX JBOIOPOJHBIX OpaTrbeB IO JMHWW MaMbl YCTAHOBIICH
Myxkononucaxapuao3s II. PebeHok oTcTaer B pU3n4ecKOM M HHTEIIEKTYIabHOM pa3BUTHU. [ 0OBOpHT,
IpOCTBIMH clioBaMu. MopdodeHoTun: rumnocrarypa, Makpouedaius, KOpOTKas [Iest, FapronIn3M,
runeprenopusM. Makporioccus, pe0eHOK OCTOSHHO ¢ OTKPBITOM PTOM. 3yObl KpPYIIHBIE, LIUPOKO
paccTaBiIeHHBIC, TMOBBIIMICHHAs caluBalMs. VICKpHBIIEHHME HIDKHUX KOHEYHOCTEH IO THITy «genu
valgumy, nedurypanus KOJCHHBIX, JOKTEBBIX, JTy4e3aIsICTHRIX CycTaBOB. OrpaHUYeHHE IBHKCHUN
B JIOKTEBBIX, JIy4€3aIsICTHBIX, IJICUEBBIX, KOJICHHBIX CYCTaBOB B BUJI€ CTUOAaHUs U pasrudanus 1-2cr.
3aTpyJHEHO HOCOBOE NbIXaHWE, ITyMHOE, OOMJIBHOE CIIHM3HCTOE OTAeIsieMOe. AYCKYJIbTaTHBHO B
JeTKUX JBIXaHWE JKECTKOe, Macca NPOBOJMHBIX XpHIMoB. CepaeyHble TOHBI TPHUTITYIIEHHI,
CHCTOJIMYECKHI IIIyM Ha BepXymke. JKHBOT yBelM4YeH B 00beMe, renaTtoMerais, IyloYHast TpbDKa.

®3T npenapatom Unypcynbdaza-a (Dmnampaza).

Tabnuma A 17
Metoa uccienoBaHus Tlokasatennb HUcxonnarie ®3T 2 rox, Bo3pact 8
JIET
AnHTONpOMETpUS Pocrt (cm) 106 121
Pazmepsl neuenn BIIJ (mm) 135 100
BJII (mm) 101 68
DxoKT KU (ma/m2) 68 70
OB (%) 77 70
MIXIT (Mm) 8,7 8,8
MK HENOCTAaTOYHOCTEL | HEIXOCTATOYHOCTH I
Iler CT
AK HENOCTAaTOYHOCTEL | HEIOCTATOYHOCTH I
Icr CT
R-rpamma OI'K KTH (%) 60 63
MPT I'M u IIOI1 BHYTPEHHSIS
ruaponedanys
KHCTa 3aJJHeH
YepenHou
SIMKU
6MTX (M) 380 360
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Pucynok A 17 - PocToBble faHHbIE AIUEHTA

[Ipumeuanue - KpacHoi cTpenkoi OTMEYEH MOMEHT Havaa Tepannu

IHauuent Hlepmnes Bauyecaas, 17 qaer.

Pebenok ot 1 6epemennocty, 1 pomos. Bec mpu poxxaennu — 3800rp. B Bo3pacte 3 neT poautenu
CTaJIM 3aMeYaTh, HAPYIICHUS (PYHKITUU CYCTABOB U 3a/IEPXKKY B prubaBke B pocte. B 3 rona B Poccun
T€HETUKAMHM TI0 pe3yiibTaTaM dH3UMOIMarHOCTUKU U TEHETHYECKOTO MCCIIEIOBAHUS ObLT BBICTABIICH
muarHo3 Mykononucaxapuao3 Il Tuna. Uepes 13 net B Bo3pacrte 16 jeT aAuarao3 ObUT MOATBEPKICH
B HIITu/IX M3 PK pe3ynbraToM SH3UMOJMATHOCTHKU: CHI)KEHA aKTUBHOCTH (hepMeHTa UypOoHaT-
cynedaraszer <0,8 (LOD) umol/I/h (reference: > 5,6 umol/l/h) u BeIsIBICHHON MyTanus B 3K30HE 6
rensl IDS ¢.776T>G (p.Leu259Arg). HacneactBeHHOCTh HE oTsATOIIEHA. [lepeHeceHHbIe onepainm:
" TlamueHnT oOTcTaeT B (PU3WYECKOM pa3BUTHH, HHTEIUICKTYaJIbHOE PAa3BUTHE COOTBETCTBYET
BO3pacTy, YUUTbCA B cpefHei mkoie. Mopdodenorumn: runocrarypa, KOpoTKas 1esi, raprousiusM,
Makpo1iedanusa. Makporioccus, 3y0bl KpyIHbIe, IIUPOKO paccTaBiIeHHbIE. [ UMOIIa3us TyJI0BHILA.
KonTpaktypsl Bcex rpynn cycTaBoB 1-2¢T, MHOMKECTBEHHBIM JM30CTO3. ['pynHas KieTka
negopmupoBana, BeciooOpasHsie pedbpa. Kucte B Buzme «korrtucroil mamb»y. HocoBoe apixanue
3arpyaHeHo. [lomyrtHenue porosuibl. HelipoceHcopHasi TyroyxocTs. TOHBI cepilia MPUTITYIICHBI,
CUCTOJIa-IMACTOJMYECKU IIyM Ha Bepxymke. JKHBOT yMmepeHHO YyBelnueH B 00beMe,
renaroMerainus, myrnoyHasi TpbbKa.

O3T Unypcynbdaza-a (Dmampasa).

Tabauma A 18
Meton Ilokazarenpb Hcxonnsie ®3T 5 ner, Bo3pact 21 roxg
HCCIEI0BaHUS
1 2 3 4
AnTtomnpomerpus | Poct (cm) 129 133
Pasmepst meuenn | BITJ] (Mmm) 117 120
BJIJT (mMm) 78 60
OxoKT KJIW (mn/m?) | 48,4 35,9
®B (%) 75 74,2
MXKIT (Mm) 7,6 11
T3CJDK (mm) | 9,5 12,5
MK HEJI0CTAaTOYHOCTH I CT HEJIOCTAaTOYHOCTE I CcT
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[Ipononxenue Tadmuubl A 18

1 2 3 4
AK HenocTaTouHocTh Il cT HEJ0CTAaTOYHOCTE | cT
R-rpamma OT'K | KTU (%) o7 55
Crnuporpadus FVC (%) 93,6 42
FEV1 (%) 77,3 36
MEF75 (%) 43,2 21,2
MEF50 (%) 45,7 19,6
MEF 25 (%) | 71,97 38,51
3akmoueHue Hapymienne Hapymienue no cmenannomy
cniuporpaduu BEHTHJISIIHOHHOM THUITY, TSDKEJION CTENEHH,

CIIOCOOHOCTH JIETKUX [0 | IPEUMYILECTBEHHO
00CTPYKTUBHOMY THUITY 00CTPYKTHBHOMY.
JIETKOM CTENEHU

MPT I'M un MMApaBEHTPUKYIISIPHBIE
[IOII KHUCTBI IIPaBON
YEPENHOU SIMKH

6MTX (m) 300 650

NHO child growth standards (birth to 60 months), WHO reference 2007 (61 months to 19 years|
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Pucynok A 18 - PocToBble qaHHBIC TAIUEHTA

[Ipumeuanue - KpacHoii cTpenkoil OTMEYeH MOMEHT Havyaia Tepanuu

INanuentsl ¢ MIIC VI Tunom.

ITammenT Kanar Ennuk, 4 roga.

PeGenok 2 6epemenHocty, 2 ponos. Bec npu poxxaenun 4050 rp. B Bo3pacte 2 ner B HUIIu /X M3
PK Ha ocHOBaHMHM 3H3UMOJUArHOCTHKHU: CHIDKEHA aKTUBHOCTH (hepMeHTa apuicyibdaTassl B 27,6
umol/I/h (reference: > 34,0 umol/l/h) u BeIsiBIeHHOM MyTaruu B reHe ARSB €.275C>A (p.Thro2Lys)
ObLT BBICTaBJICH TuarHo3 Mykomnonucaxapuaos VI tum.

HacnenctBenHocts He otsaromieHa. dusnyeckoe pa3BUTHE peOEHKA COOTBETCTBYET BO3PACTY,
WHTEJJIEKTYaTbHOE pAa3BUTHE C 3aJePKKOH, TOBOPUT MPOCTHIMH cioBamMu. MopdodeHoTun:
Makpouedanusi, KOpoTKas Iesi, Taprouan3M, TUMIEPTEIOPU3M, HU3KUH POCT BOJIOC, TUIIEPTPUXO3.
Makporioccusi, pe0eHOK MOCTOSIHHO C OTKPBITOM PTOM. 3yObl KpYIHBIE, IIIUPOKO pacCcTaBIEHHBIE,
MOBBIIIIEHHAs canuBanus. VICKpuUBIeHME HW)KHUX KOHEYHOCTEH TO TUIly «genu valgumy,
neurypaiis KOJICHHBIX, JIOKTEBBIX, JIy4e3amsCTHBIX CycTaBOB. OrpaHWYeHHE [BIDKEHUU B
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JIOKTEBBIX, JY4€3aIlsICTHBIX, IJICUEBBIX, KOJIEHHBIX CYCTaBOB B BUJE CrUOaHUs U pasrubanus 1-2cr.
BoukooOpasHas nedopmariys rpyaHO# KIeTKH, K03 B TPYAHO-TIOSCHUYHOM OoTAene. ['unoruiasus
tynoBuina. HocoBoe apixanue 3arpyiHeHHo, mymHoe. [lomyrHeHue poroBuiibl o0eux ria3. Hounoi
Xxpan. AyYCKyJbTaTUBHO B JIETKUX JIbIXaHUE BE3UKYJISPHOE, NPOBOJHBIE XpHUIbl. CepiedHble TOHbI
MPUTIIYIICHBI, MSITKAA CHCTOJIMYECKMH IIyM Ha Bepxymke. JKuBOT yBenwueH B oObeMe,
renaroMeranus, IyrnoyHasi pboxa.

@3T mnpemaparom [ancynpdasza (Harmazum). Ha 6 urdysun P3T ormeuanach amiepruueckas
peaknus B BUJE KPAIMBHUIIBI, OJIBIIIKK C 3aTPyIHEHHBIM BbIoXoM, 1 t° Tena mo 38,6°C. Mudy3us
ObUIa OCTaHOBJICHA, BBEACH NPEAHU30JIOH 2MI/KT, CyNpPAacTUH, MHTAISIHS OpOHXOIUIATATOPOM
(6epomyan). Yepe3 1,5 waca mociie HOpMaaW3alMd COCTOSIHUS HWH(Y3Us ObUIa TPOJOJDKEHA C
YMEHBIICHHEM CKOpOCTH BBeleHHA 10 6 Mmi/dac. Ilocnemyromue uHQY3MHM NPOJODKAIMCh Ha
MUHUMAaJIBHOHK (6MI1/9ac) CKOPOCTH C MPEIBApUTEIILHON JeCeHCHOMIM3anuell aHTUTUCTAMHUHHBIMA
npenapaTamu, IpUeMoM NpeaHu30J0Ha. [Ipy NONbITKE yBETUYUTHh CKOPOCTh BBEJACHHS y peOeHKa
OTMEYAJIOCh YCUJIEHHE MpOosiBIeHNH ameprui. Ha ganHbIil MOMEHT peOeHOK IpOoA0IKAeT MOoIy4aTh
@®3T Ha poHe anTHrHcTaMUHHBIX NpenapaToB ¥ ['KC Ha MeaneHHoM ckopocTu 6MI1/4ac.

Tabnuia A 19

Merto b1 IToxazarenn | [o nawana @3T B nunamuke Ha pone
HCCIICJOBAaHUA ®3T 2 rona
Anronpomerpust | Poct (cm) 98 99
Y31 opranos | BIIJI (mm) 88 84
OpromrHoO BJIJT (mm) 48 26
TOJIOCTH
DxoKT KM (ma/m?) | 36,7 34,3
OB % 56 66
MXKIT (Mm) 5 5
T3CJDK (mm) | 5 5
MK HEIOCTaTOYHOCTE | cT HENOCTAaTOYHOCTE | cT
AK YIUIOTHEH YIJIOTHEH
R-rpamma OI'K KTU (%) 67 60
MPT I'M u HIOIT CwMmerranaas ruapornedanus,
cyOkommneHcupoBaHHas — (opmMma.
CreHo3upoBaHue
KpaHHOBEPTEOPaTbLHOTO
nepexosa.
6MTX (m) 230 240
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Pucynok A 19 - PoctoBble n1aHHbIE TAlIUEHTA
[Ipumeuanue - KpacHoi cTpenkoi OTMEYEH MOMEHT Hadalla Tepanuu

IMaument Alinapkya Kypoanoek, 11 ser.

Pe6enok ot 4 6epemennoctu, 4 ponos. Bec mpu poxaenun — 4300rp. dusmueckoe pazButue c
3aIepKKOM, XOoauTh Hadan B 1 rox 7 mec. ['oBopuTe Hauan B 2 roja. YacTele mpoCTyaHbIE
3aboneBanus. B Bo3pacte 4 nmet B 2004 romy Ha OCHOBAaHHMM PH3MMOJUArHOCTUKU B Poccum Obut
BBICTaBJIeH Auarno3 Mykononucaxapuaos VI. B 2007 roxy auarno3 6sut noarsepxaex B HUITuIX
M3 PK pesynbpraTramu SH3UMOJIUATHOCTHKHU: CHIDKEHA aKTUBHOCTH (hepMeHTa apuiicyibdaTtaspi-B 5
umol/Vh (mHopma: > 34,0 umol/l/h) u BeIsIBIIEHHOM roMo3uroTHOM MyTaiuu B reHe ARSB €.275C>A
(p.Thr92Lys). HacneacTBeHHOCTh oOTsATOINEHA: y poaHoro Oparta ycraHoBieHHbii MIIC VI
[lepenecennble omepamuu: omepanus 10 I[OBOJY IaXOBO-MOIIOHOYHOW TpeDKM B 9 Mec;
aZICHOMIPKTOMHS B Bo3pacte 4 jeT. MopdodeHOTHIT: KOpoTKas Iiest, TaprowimsM, Makpoiedanms,
MakKpoTJioccus, 3yObl KpYIIHbBIE, IIMPOKO PAaCCTaBICHHbIE, TIOMYTHEHHE POTOBUIIbI, T'MIOILIA3Us
TynoBuIla. KOHTpakTypsl BCEX TPYII CYycTaBOB |-2CT, MHOKECTBEHHBI NM30CTO3. KHUCTH B BHjIE
«KOTTHCTOM mambl».  HocoBoe gpixaHue 3arpyaHeHo, InymMHoe. «BeciooOpasHbie» pebpa,
BOpOHKOOOpa3Has aedopmanus rpyIHON KIEeTKU. ['paHUIIbl OTHOCUTEIBHON CepJIeUHON TYIOCTH B
npeaenax HOpMbl. TOHBI cepAlla NPUIIYLIEHbl, PUTM IPAaBWIbHBINA, CUCTOJMYECKHM IIyM Ha
Bepxyike. JKUBOT yBeianueH B 00beMe, renaToMeranusi, MyrnoyHasi rpbixa.

®3T npenapatom ["ancynbdaza (Harnazum).

Tabmuma A 20
MeTtoanl Ilokazarenu Hcxonusie ®3T 1ron, | ®3T 3rom | P3T 4 rox ®3T 5
HccaeaoBa JTAaHHBIE (127neT) (14 ner) (15 ner) roj,
HUS (16 ner)
1 2 3 4 5 6 7
Antomipom | Poct (cm) 102 106 119 120 121
eTpus
Pasmepsr | BILJ] (Mm) 122,5 99 97 103 101
MeYeHU
BJIJ1 (Mm) 62 64 58 63 55
OxoKT" KM (ma/m?) | 54,6 78 70 64 65
OB % 76 68 65 60 71
MXII (Mm) 9,1 6,9 7 8 7
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[Tpononxenue Tadmunsl A 20

1 2 3 4 5 6 7
T3CJIK(mMm) | 9,1 7,9 7,9 11 6
MK HEJIOCTAaTO4Y | HEJAOCTAaTOY | HEAOCTATO | HEAOCTATOY | HEJAOCTATO
HOCTE I CT. HOCTE I CT. YHOCTSG | HOCTB I CT. qHOCTSG 11
CT. CT.
AK MaTOJOTUU | YIUIOTHEH VIUIOTHEH | HEIOCTaTO4Y | HEIOCTaTO
HEeT HOCTB I CT. YHOCTBG I
CT.
R-rpamma | KTU (%) 65 66 67 67 64
OI'K
Cruporpa | FVC (%) - 59 77 59 64
bus FEV1 (%) - 66,7 66 73
MEF75 (%) - 50,7 50 99
MEF50 (%) - 97,9 97 111
MEF 25 (%) | - 88,6 88 90
3aKiroucH MaTOJIOTUU | HApYIIEHNWEe | HApyIIEeHU
ne HET. BEHTHJISILINO | €
criporpa HHOH BEHTUJIALL
¢bun CIIOCOOHOCT | HOHHOM
M JIETKHX IO | CITOCOOHOC
CMeEIIaH TH JIETKAX
cpenHen o
CTEIICHU PECTPUKTH
BHOMY
TUITY
cpenHen
CTCIICHU
MPT I'M CMeIaHHast CMeIIaHHa CMeIIaHHa
u 1H1OI1 ruaporneda i P’
v, ruaponed ruapored
Cyxenue anus. anus
KpPaHUOBEPT Cyxenue cyokomme
eOpaIbHOTO KpaHUOBEp HCHUpPOBaH
nepexoaa TeOpaIbHO Has
ro dbopma.
nepexoa Crenozup
OBaHHe
KpaHUOBE
pTedpanbH
oro
nepexoaa
(5-7mm).
6MTX (™) 180 200 205 180 275
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Pucynoxk A 20 - PocToBble AaHHBIE MTALIUEHTA
[Ipumeuanue - KpacHoii cTpenkoil 0OTMEYEH MOMEHT Hadajla Teparuu

Mauuent Alinapkya Tananrtsl, 10 Jger.

Pebenok ot 5 6epemenHocty, 5 poaoB. Bec npu poxaenun —4300rp. Xoauts Havan B 1 roa 3 mec.
['oBopuTtk B 2 rona. B Bo3pacte 1,7 neT Ha OCHOBaHUYM SH3UMOIMArHOCTUKU B Poccuu ObLT BBICTABIICH
nuarHo3 Myxkonosmcaxapuno3 VI. unarnos 6s11 moarsepxkaeH B 2007 rogy B HIITu/IX M3 PK
pe3yibTaTaMy 3H3UMOIMAarHOCTHKH: CHIKEHA aKTUBHOCTh (pepMeHTa apuiicyabdarasbl B 5 umol/l/h
(reference: > 34,0 pumol/l/h) m BeIsBIeHa TOoMO3urOoTHas Myrtanmus B TreHe ARSB €.275C>A
(p.Thr92Lys). Ilepenecennsie onepamuu: Onepamus MO MOBOAY MaXOBO-MOIIOHOYHOM TPHKU B 9
MeC; BEHTPHUKYJIONEPUTOHEATbHOE ITYHTUPOBAaHKE B BO3pacTe 6 JIeT; aAeHOUIPKTOMUS B Bo3pacTe 4
net. HacnmeactBeHHOCTH OoTsATOMIEHA: y poaHoro Opara ycranoBieHHbI MIIC VI. Pebenok oTctaer
B (PM3MUECKOM Pa3BUTUH, UHTEIIEKTyaIbHOE Pa3BUTHE COOTBETCTBYET BO3pacTy. MopdodeHoTun:
KOpPOTKasl 1es, TapromimsM, Makpouedanus, MakKporjioccus, 3yObl KpYIHbIE, IIHPOKO
paccraBiiennble. Hucrarm, nmomyrHenue poroBulisl. ['mnomnasusi TynoBuina. KoHTpakTypsl Bcex
TPynn CycTaBoB 1-2¢T, MHOXECTBEHHBIN Mu30cT03. KuneBumaHas nedopmarus rpyaHOM KIETKH,
BeciooOpasubie pedpa. Kucteb B BUzie «korTucToi namnb». HocoBoe npixanue 3aTpyAHEHO, IIIyMHOE,
HOYHOI Xpaml. AyCKyJIbTaTUBHO B JIETKHX JIbIXaHUE BE3UKYJSIPHOE, MPOBOJUTCS MO BCEM IOJISIM,
xpunoB HeT. TOHBI cep/ila YMEPEHHO MPUTIIYIIeHbI, PUTM MPAaBUIbHBIA, CUCTOIUYECKUM IIyM Ha
Bepxyike. JKUBOT yMEPEHHO yBENUYEH B 00beMe, TeraToMeraius, MyrnovyHas rpbhxa.

®3T npenapatom ["ancynbdaza (Harnazum).

Tabmuma A 21
MeTtoanl TTokaszarenu Ho ®d3T 1 rox | 3T 3 d3T 4 d3T 5 ner
HCCIeI0BaHUS Havyan | (11mer) roaa rojaa (15 ner)
a O3T (13 ner) | (14 ;ert)

1 2 3 4 5 6 7
Anrtomnpometpust | Poct (cm) 90 90 95 93 99
Pasmeprnr meuenn | BITJI (Mm) 87 79 68 72 71

BJIJ (Mm) 47 39 46 36 45

OxoKI" KU (ma/m?) | 47,5 61 60 52 56

OB % 75 73 68 63 71

MXIT (mm) 8,4 7,8 7 7 7

T3CJDK (mm) | 7,2 8,6 5 5 5,2

MK HEJOC | HeOCTAaTO | HEOCTAT | HEAOCTaT | HEIOCTAaTOYH
tatou | yHOCTH Il | ouHOCTH | OuHOCTH | ocTh Il cT
HOCTh | |
Icr
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[Tpononxenue Tadmuns: A 21

1 2 4 5 6 7
AK HEJ0CTaTO | HEJAOC | HEJOCT | HEIOCTATOYHOCTh
YHOCTH | tarou | arouyHo |lcr
HOCTh | CTb |
I
R-rpamma OI'K KTH (%) 50 - - 50 50
Crniuporpadus FVC (%) 36 17
FEV1(%) 40 19
MEF75(%) 44 31
MEF50(%) 39 41
MEF 25(%) 86 37

3akiroueHne Hapym | Hapymenue

cniuporpaduu eH 110 BEHTUJISIITHOHHOM

cMelia | CHOCOOHOCTH

H JIETKHUX TI0
TSDKENIO | PECTPUKTUBHOMY
71 THUILY, TSDKEJION
CTENEH | CTENEHH.

"

MPT I'M u LIOII Hapyxnas HapyxHas
ruapored ruaponedanus
anmsl. CyOkromMeHcHupoBa
Cyxenne HHas. CyxeHue
KpaHHOBeEp KpaHHoBepTeOpal
TeOpabHO BHOTO TIepexoa
ro (7mm)
nepexoja

6MTX (m) 10 7 6 S5¢ He nmpoxoaut

nojaaep
JKKOU

Lengthiheight (em)

"7 Age: 1yr 0omo (12mo), Z-score: -1,45

___________________________________________ |

+35D
+25D

Median

-2s0 |
-38D

0 12 24 36 48 60 72 B4 96 108 120 132 144 156 168 180 182 204 216 228 240

Age (months)

Pucynoxk A 21 - PocToBbie qaHHbBIC MallMeHTa

IIpumeuanue - KpacHo#l cTpenkoii OTMEUEH MOMEHT Hadasa Teparnuu

145




ITauunent MbIHOaii Askan, 8 Jer.

PeGenok ot 3 6epemenHocTH, 3 poasl. Bec npu poxaennn — 3600rp. C poxkaeHUs COCTOSUT HA y4eTe
y HeBpomarosiora ¢ nuaraozom BITP [THC. I'mapouedansubiil cunapom. B Bozpacte 2 neT poaurenu
oOpaTiiii BHUMaHUE Ha OrpaHUYCHHE IBMKCHHM B cycTaBax. B Bospacte 8 net B HIIIu/IX M3 PK
Ha OCHOBAaHWHW DH3UMOJIMATHOCTHKHU: CHIDKCHAa aKTUBHOCTH (epMeHTa apuicynbdarassl B 26,9
umol/l/h (reference: > 34,0 umol/I/h) u BeisiBiieHa mytaiust B rene ARSB €.275C>A (p.Thr92Lys)
ObLT BBICTaBIICH AuarHo3 Mykononucaxapunos VI. [lepenecenHsie onepanuu: agjeHOUI0IKTOMHUS B
2012r; BeHTpUKYJIONIEPUTOHEATIbHOE IIIYHTUPOBaHUE B 6 JieT. HaciencTBEHHOCTh HE OTATOLIEHA.
PebGenox orcraer B (pU3MUECKOM pa3BUTHH, JETKas 3aJepKKa B IICHXO-PEYCBOM pPa3BUTHUH.
MopdodenoTur: KOpoTKasi Imiesi, Taprowin3M, Makpouedanus, MaKporjoccusi, 3yObl KpYITHBIE
LIMPOKO paccTaBieHHble. Hucrarm, momyrHeHue porosuiibl. I 'unomnasus tynosuiia. KoHTpakTypbl
BCEX I'PYIII CyCcTaBOB 1-2¢T, MHOKECTBEHHBIN Au30cT03. KnieBuanas nedopmanus rpyAHON KIETKH,
BecsiooOpasHbie pedpa. Kucts B Buse «kortuctoi ganel». HocoBoe npixaHue 3aTpyAHEHO, HOYHOM
xpan. Anenouansie Beretauuu III ct. JIBycTOpOHHSSI cMelIaHHas TyroyXxocTh AyYCKYJIbTaTUBHO B
JIETKUX JbIXaHHE BE3UKYJIIPHOE, IPOBOJUTCS [0 BCEM MOJISIM, XPUIIOB HET. TOHBI cep/ilia yMEPEHHO
MPUTIIYIIEHBI, PUTM MPAaBUIbHBINA, CUCTOINYECKUH 1ITyM Ha Bepxymike. JKuBOT yMEpeHHO yBelInYeH
B 00bEMe, rernaToMeraius, MyrnovHas rpbbxa.

@®3T npenapatom ["ancynsdaza (Harnazum).

Tabnuma A 22
MeTtoanl Tlokaszarenn | UcxonHbie ®d3T 1 rox ®d3T 3 roma ®3T 4 rona
HCCTIEI0OBAHUS (9 ner) (11 ner) (12 ner)
1 2 3 4 5 6
Anrtompometp | Poct (cm) 89 89 93 97
Hs
Pazmepnr BITJI (mm) | 94 91 79 96
MEeYEeHU BJIJ (Mm) | 66 50 44 53
OxoKT K1 54,2 53 44 43
(M/Mm2)
DB % 77 67 71 71
MXII (mm) | 8,6 5,4 6,8 7
T3CJIK 9,5 5,4 7 8
(vm)
MK HEIOCTAaTOY | HEJOCTATOY | HEAOCTATOYHO | HEAOCTATOYHOCTH
HOCTH I cT HOCTH I cT cth I cT ITcr
AK YIUIOTHEH VIUIOTHEH VIUIOTHEH VIUIOTHEH
R-rpamma KTH (%) 65 56 62
OI'K
Crouporpadus: | FVC (%) 27
FEV1(%) 30
MEF75(%) 30
MEF50(%) 36
MEF 25(%) 32
3akiroueHue HapyIIeHHue
cniuporpaduu BEHTUJIALIMOHHOM
CIIOCOOHOCTH
JIETKUX o
PECTPUKTUBHOMY
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[Tponomxenue Tadauisl A 22

1 2 3 4 5 6
TUILYy,  CpEIHEH
CTEIEHH.
MPT IM wu | cmemanHas CMeEIlIaHHas
oIl rugponedanms, ruzapouedanus,
KOMIIEHCHUpOBaHHAasI
¢bopma. JEKOMITEHCHPOBA
COCTOSIHHE TIOCTIe HHas Qopma.
BEHTPUKYJIONIEPUTOHEATIbH COCTOSIHUE TOCJIE
OTO IIYHTUPOBAHMUSL. BEHTPUKYJIOTIEPUT
MIEPUBEHTPUKYIISIPHBIE OHEAJIbHOTO
KHCTBI IIYHTHUPOBAHUS.
JeBOM reMucgepsl. ATtpoduueckue
KHCTa JIEBOM TrallMOpPOBOM n3meHeHus ['M.
Ma3yXu. Cyxenue HIOIN.
Cyxenue IIOIL.
6MTX (m) 270 275 213 203

+350 |
250

Age: 1yr 0mo (12mo), z.score: 0,25

250
380

Lengihmeight {cm)

Pucynok A 22 - PocToBble qaHHBIE TTAIUEHTA
[Tpumeuanue - KpacHoil cTpesnkoil OTMEYEH MOMEHT Havala Teparnuu

Manuent Taxma3zosa I'yabcym, 7 jer.

Pebenok ot 1 6epemenHocTH, 1 poaoB, oT O1M3KOpoACTBEHHOTO Opaka. Bec mpu poxxnenuu — 3200rp,
poct — 51 cm. Cocrosina Ha «/]» ydere y opToIesoB ¢ TUarHo3oM: «TyromoJIBUKHOCTb CYCTaBOB
BEPXHUX U HUKHUX KOHEUHOCTel. MHokecTBeHHas snuMeTradusapHas auciiasus». B Bo3pacte 6
JIET Ha OCHOBaHUH HH3WMOJIMArHOCTUKU: CHI)KEHA aKTHBHOCTH (hepMeHTa apuicyiabdaTassl B 30,1
umol/l/h (reference: > 34,0 umol/I/h) u BbIsABIEHHOU paHee He omurcaHHON MyTanus B reHe ARSB
c.1544C>T (p.Pro515Leu) 8 HUIMuJAX M3 PK 611 BeicTaBieH auarHo3 Mykomnonucaxapuaos3 VI
Ilepenecennsle onepauuu: ageHoun03kTomMust B 2012r. PebeHok oTcTaer B (pU3HMUECKOM pa3BHUTHE,
IICUX0-PEUEBOE PA3BUTHE COOTBETCTBYET YUHUTCS BO 2 KJIACCE CPEIHEH ILIKOJBI, yCIIEBAEMOCTh
xopomasg. Mopdodenotun: makpouedanus, KOpoTKas IIesi, Taprouiu3M, HHU3KHHA POCT BOJIOC.
Makporaoccusi, pedeHOK MOCTOSHHO C OTKPBITOM PTOM, 3yObl KpYIHBIE, IIMPOKO PACCTAaBIICHHBIE.
HckpuBneHne HIDKHUX KOHEYHOCTEH MO TUITY «genu valgumy, nedurypaiusi KOJIeHHBIX, JJOKTEBBIX,
JIy4e3arsiCTHBIX CyCTaBOB. KOHTpPaKTypbl B JIOKTEBBIX, JIy4€3alsICTHBIX, IJICYEBBIX, KOJICHHBIX
CyCTaBOB B BHJe crubanusi u pasrubanus 1-2ct. KuneBuaHas rpyaHas kieTka, Kudo3 B TPyIHOM

147



OTJieNe, JIOPJ03 B MOSCHUYHOM OT/EJI€ NO3BOHOYHMKA. ['Mnomiasus Tynosuia. Bojgock! Ha rojgose
I'yCThI€, )KECTKHE, BOJIHUCTBIE, cyxue. HocoBoe npixanue 3aTpyaHeHHO. HouHOM COH coXpaHeH, co
cJI0B 6a0yIIKKM BO BpeMsi CHa peOCHOK XpamnuT. AyCKyJIbTaTUBHO B JIETKHX JIbIXaHHE BE3UKYIISIPHOE,
xpunoB HeT. Ceplieunble TOHBI MIPUTITYIICHBI, TPYyOBIii CUCTONMYECKUN IIyM Ha BepXymke. JKUBOT
IyOOKOW Tanblaiy  JOCTYIICH, MSTKUH, O0€300JIe3HEeHHBIN, TernaToMeranus. AJICHOUIHbBIE
Bererauuy III ct. /IByXCTOPOHHMI dKCCYAaTUBHBIN OTUT. [IoMyTHEHNE POTOBHILIBI.

®3T npenapartom ["ancynsdaza (Harnazum).

Tabnuma A 23
Metonarl uccnenosanus | Ilokaszarenu | Mcxogurnie B munamuke Ha ¢pore O3T 1 rox
JTAaHHBIE
AHTOTIpOMETPHS Poct (cm) 100 103
Pa3meps! neuenu BILJ] (mm) | 99 78
BJII (mm) | 53 49
Ox0oKT’ K1 110 69
(M/M?)
OB % 71,2 58,6
MXII (mm) | 8,9 5,7
T3CJDK 9 57
(m)
MK HEJIOCTAaTOYHOCTE | HegoctaToyHocTh I-11 cT
ITcr
AK HENOCTAaTOYHOCTEL | HexocTaToOYHOCTE 0-1 cT
IIer
R-rpamma OI'K KTH (%) 61 63
Criuporpadus: FVC (%) 53 62
FEV1 (%) 57 69
MEF75 (%) | 68 115,7
MEF50 (%) | 69 100
MEF 25 56 87
(%)
FVC (%) 51 72
3aKIroueHue HapylieHue HapylieHue BEHTHJIALIMOHHOM
criuporpaduu BEHTHJISIIMOHHON | CIIOCOOHOCTH JIETKUX o
CIIOCOOHOCTH PECTPUKTUBHOMY THITY, CpeIHEH
JIETKUX IO | CTENEHH.
CMEIIaHHOMY
TUILY, cpeaHen
CTENEHU.
MPT I'M u LHOII OYaroBbI€, b dy3HbIe U | OYaroBbl€, b dy3HbIe u
KHCTO3HBIE H3MEHEHUS B | KHCTO3HBIE M3MEHEHHUS B
NEPUBEHTPUKYISIPHBIX U | IEPUBEHTPUKYISIPHBIX H
CyOKOPTHKAJIbHBIX 30HaX O0EUX | CYOKOPTHUKAIbHBIX 30HaX 00eux
remucdepsl.  CTeHO3MpoBaHHE | rTeMUchEpHI. CreHo3upoBaHue
KpaHHOBEPTEOPaTHHOTO KpaHHOBEPTEOPATHHOTO MIEPEX0/Ia.
nepexoia.
6MTX (™) 270 275

148




7 Age: 11mo, z-score: 2,60 +35D |
+28D

Median

-25D
-35D

Lengthihaight (em)

0 12 24 36 48 60 T2 &4 96 108 120 132 144 156 168 180 192 204 216 228 240

Age (months)

Pucynok A 23 - PocToBble JaHHBIE TAIUEHTA

[Ipumeuanue - KpacHoii cTpenkoil OTMEYEH MOMEHT Hadalla Tepanuu
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HNPUJIOKEHUE b

AKT BHEJIPEHUSA

Pe3y.IbTATOB HAYYHO-HCC/IEA0BATEIbCKOM PaGoThl B MPAKTHYECKOE 31PABOOXPAHEHHE

. HammeHoBaHHe nayquo-nccnenonarenbcxoii paﬁom:OnTmmsamm KOMILJICKCHOI'O JICUCHHA

JieTed ¢ MyKOIOJIHCaXxapH03aMHi

MecTo npoBeieHHs HaydHO-HCCIexoBaTebcKkoi paborsr: PI'KIT «Hayunslit neHTp neauarpuu
H netckoit xupyprum» M3 PK (HLITTIX)

Buja BHeApeHHs: «AJITOPDUTM JHArHOCTHKA MyKomoimcaxapuno3oB (MIIC) y nerelt Ha yposHe
amM0y1aTOPHO-TIOTHKITHHHYECKOH ITOMOIIAY.

Kem n xoraa npenioxeHo (HayYHbIH PyKOBOIHTEb, HCIOJIHATEIb, TO):

PYKOBOIHTENb -3aM.aupexTopa o Hayke HIIITAX, x.m.1.11lapunosa M.H,

ucnonuutens -PhD noxropantKasHMVum.C.JI. Achermusaposa Tynebaesa A.K. 2014r.
Hcrounnkn  mHpopmammm:ThomasJ.A.Lehman,  NicoleMiller.  Diagnosis  of  the
mucopolysaccharidosis. Rheumatology 2011, 50: pages 40-48. Olaf A.Bodamer, Roberto
Giugliani, Tim Wood. The laboratory diagnosis of mucopolysaccharidosis III: A changing
landscape. Molecular Genetics and Metabolism. Volume 113, pages 34-41. Maurizio Scarpa.
Michael Beck, Olaf Bodamer, Anna Tylki-Szymanska. Mucopolysaccharidosis II: European
recommendations for the diagnosis and multidisciplinary management of rare disease. Orphanet
Journal of Rare Diseases 2011, 6:72.

T'ne u xorxa BHeapeHo: O6nactHas netckas Gompauna Y3 FOKO, r.1lIsmvkent, 2014-2017rr.
S¢dexruBHocTs BHeapenus (IIpakruueckas . 3Haummocts): KcnonszoBanme B pabote
Anroputma auarsoctukd MIIC y nereit Ha ypoBHe aMOynaTOpHO-TIOMHKIHHAYECKOH TOMOIIH,
NIO3BOJMJIO CBOEBpPEMEHHO  BhICTaBUTh auarHo3 MIIC y 4 nmereét ¢ KOCTHO-CYyCTaBHBIMH
H3MEHEHHUSMH, COOTBETCTBEHHO O0ECHEYHTh paHHee H CBOEBPEMEHHOE Hadalo OCHOBHOM
NaTOreHETHYeCKOH (epMEHTO3aMECTHTENPHON TepamuH, 49TO JaeT MIaHC Ha YBEIHYeHHE
TIPOJOJDKATEILHOCTH JKU3HH H YIIYqIICHUs Ka4eCTBa XU3HU allHeHTOB.

Onenka BHeapeHus: PaspaGoranHsit «Asroput™ muarsoctuku MIIC y nmereit Ha ypoBHe
amMOyJIaTOPHO — MONHKIHHAYECKON ITOMOINM» 2acTy>KHBAeT MOJOXKUTETbHOM OLEHKH H MOXKET

OBITH BHEIPEH B IPAaKTH4YECKOE 3ApaBOOXPAHECHHUE IIC‘ICGHO—IIPO(I)HJIB.KTH‘ICCKID( yt{pexc.ueﬁui

CTpaHBI.

Baneuyﬁygq:ﬁgm@mgmarpnn Nel,

BpaY BHICHICH KATEroOpHH Amnapbaes E.K.
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AKT BHEJAPEHUSA

pe3yJIbTaTOB HAy4YHO-HCC/Ie0BATENIbLCKOH paGoThl B IPaKTHYECKO0e
3ApaBOOXpaHeHHe

|. HanmeHOBaHHEe  HAy4HO-HCC/JIeJOBATEIbCKOM paboThi: «Anroput™
IWarHOCTHKH  MyKomomucaxapuzno3oB (MIIC) y nereii Ha  ypoBHe
KOHCYJIbTaTUBHO — JUarHOCTUYIECKOU, CTAlIHOHAPHOM ITOMOIIIH.

2. Kem H Korja mpeiioxeHo (Hay4HbIH PYKOBOAHTEIb, HCHOJIHHTEb, T0O1):
Hay4Hbld pykoBoautenb A.M.H. [llapunmoBa M.H, 2014r. ucnomsutens: PhD
nokropaHt Tyne6aesa A. K. 2014r.

3. Hcrounukn uadopmanun:Thomas].A.Lehman, NicoleMiller. Diagnosis of the
mucopolysaccharidosis. Rheumatology 2011, 50: pages 40-48. Olaf A.Bodamer,
Roberto  Giugliani, Tim Wood. The laboratory diagnosis of
mucopolysaccharidosis III: A changing landscape. Molecular Genetics and
Metabolism. Volume 113, pages 34-41. Maurizio Scarpa, Michael Beck, Olaf
Bodamer, Anna Tylki-Szymanska. MucopolysaccharidosisIl: European
recommendations for the diagnosis and multidisciplinary management of rare
disease. Orphanet Journal of Rare Diseases 2011, 6:72.

4. The n xoraa BHeapeHno: B 2017 roxy Ha 6ase I'KII ma ITXB «JKambbuickas
obnacTHas fgerckas OONBHMIIA YTpaBIGHHWs 3JpaBOOXpaHEHHs aKWMaTta
JKambsu1cKO0M 06macTH»

5. DddexTnBHocTh BHeApenus (IIpakTHYeckasi 3HAYAMOCTB): Pa3paboTaHHbIH
anroput™ guarHocTukd MIIC y neredf Ha ypoBHE KOHCYJIBTAaTUBHO —
IHarHOCTHYECKOM, aMOyNaTOPHO — MOJHUKIHHAYIECKOH NTOMOIIN» CTALHOHADHOM
MOMOIIMA TO3BOJIET YJNYYIIUTh U YCKOPUTH IMOCTaHOBKY auarHoza MIIC u
COOTBETCTBEHHO 0O0eCneduTh paHHee M CBOEBPEMEHHOE Hayajlo OCHOBHOM
MAaTOreHETHYECKOW (epMEHTO3aMECTUTENbHON Tepaluy, 4YTO JaeT IIaHC Ha
yBEeIMYeHHE NPOJODKUTEIBHOCTH JKU3HM M YIy4IIeHUs KauyecTsa JKM3HH
NaIUeHTOB.

6. Ouenka BHeapenusi: PaspaGorannsiii «Anroput™M auarHoctuku MIIC y nerei
Ha ypOBHE KOHCYIbTAaTHBHO — JWArHOCTUYECKOM, CTAllMOHAPHOW MOMOIIN»
3aCIy’)KUBAET TOJIOKUTEIBHON OLIEHKH U MOKET OBITh BHEIPEH B MPAKTUYECKOE
3IpaBOOXpaHeHHe JIeueOHO-IPOPHITAKTHYECKUX YUPEKICHUM.

Iaasubrii Bpay I'KII na IIXB
"JKamoObLiIcKas o0JlacTHas AeTCKas

6onpauna» K.M.H. PaGanausipos M.P.

Hara «_‘7;7» 220Da{P017r
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AKT BHE/IPEHUS

PE3yAbTATOB HAYHHO-HCC/IEA0BATEIbCKOI PAaG0OThI B NPAKTHUYECKOEC
31paBoOXpancHe

HaumenoBanue nayuno-uee/iel0BaTe/IbCKON padoThi: «AITOPUTM JIMArHOCTHKH
mykononucaxapuao3os (MIIC) y nereii Ha ypoBHE KOHCYJIbTATHBHO -~
JIMarHOCTHYECKOMH, CTAIIMOHAPHON TOMOILIHY.

Kem » koraa npeuiokeHo (HayuHblii pPYKOBOAHTE/Ib, HCHOAHNHTEIb, T01):
HayuyHblii pykosoauTens ja.m.u. Ilapunosa M.H, 2014r. wucnonuurenn: PhD
nokropanT TyneGaea AK. 2014r.

Uerounnkn undopmaunn:Thomas).A.L.ehman, NicoleMiller. Diagnosis of the
mucopolysaccharidosis. Rheumatology 2011, 50: pages 40-48. Olaf A.Bodamer,
Roberto Giugliani. Tim Wood. The laboratory diagnosis of mucopolysaccharidosis
[11: A changing landscape. Molecular Genetics and Metabolism. Volume 113, pages
34-41. Maurizio Scarpa, Michael Beck, Olaf Bodamer. Anna Tylki-Szymanska.
Mucopolysaccharidosisll: European recommendations for the diagnosis and
multidisciplinary management of rare disease. Orphanet Journal of Rare Discases
2011, 6:72.

e w woraa sueapeno: B 2017 roay na 6ase ['KIT na 1IXB «l oposckas aerckas
Goannuua Nel ynpaniienust 3ipaBooxpanetus akuvata JKamOblIckoii o6acT»
Jdderrusnocts Bueapennst (IMpakruyeckas 3uauumocts): PaspaGoraniibiii
anroputM auarnoctukn  MIIC y  nereli Ha ypoBHe KOHCYJILTATHBHO —
JIMarHOCTHYECKOMH, CTallMOHAPHOHN [1OMOIIM MO3BOJSICT YIYUYUIHTL M YCKOPHTh
nocranoBky Jwmarnosza MIIC  u  coorBercTBeHHO — 00ecnedHTh  paHHee W
CBOCBPEMEHHOEC HAYal0 OCHOBHOH MATOreHETHYECKOI (hepMeHTO3aMECTHTEILHOI
TepaliuK, 4TO JaeT 1aHC Ha YBCIUYEHHUE ITPOJIOJKUTCILHOCTH KH3HH U YIVHIIICHHS]
KauecTBa JKM3HM NAIIMEHTOB,

6. Ouenka sueapenns: PazpaGorauubiii «Anroputy juiarnoctikn MIIC y nereii na

VPOBHE KOHCYJILTATHRHO-IHArHOCTHYCCKOI, CTAIMOHAPHOH MOMOIILH» 38CTYKHBACT
NOJIOKHUTENLHOH — OUEGHKM W MOKET  OblTh  BHEAPCH B [IPAKTHUCCKOC
3/paBooxpatenne 1e4yeOHO-NPOPUIAKTHHECKNUX YUPCIHK/ICHHH.

Cnasnerii Bpau KT ua 11
"Topoackas aerckas 601 IEFR \L

Jlata « E@c {re 4201

Hypwxanos P.b.

T
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