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TE3UChI LOKITALOB IV BCEPOCCUWCKOWN HAYYHO-MPAKTUYECKOW KOH®EPEHLIMN
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CUHAPOM KOPHENWWU OE NAHIE
Y HOBOPOXXOEHHOIO PEGEHKA

Mutuw M.O.

HaumoHanbHbIi MEOULNHCKUI UCCrenoBaTeNbCKUM LEHTP
3popoBbs aeten Munsgpasa Poccnn, Mockea, Poccus

Kntouesbie criosa: HOBOPOXOEHHBIU; cuHOpom KopHernuu Oe
JlaHee; OuazHocmuka

Axmyanvnocmo. Cunpom Kopuenuu ne Jlanre — nHaciienctsen-
Hoe 3a001eBaHNe, TPOSIBIISIONIEECs YMCTBEHHOH OTCTaTOCThIO U MHO-
JKECTBEHHBIMU aHOMAITHSIMH Pa3BUTHs. DTO peKoe 3a0osieBaHne, Ha-
ClIelyeMoe 110 ayTOCOMHO-JOMHHAHTHOMY WJIH X-CIETICHHOMY THUITY,
XapaKTepU3yeTcs IPEHATAIbHOMN U IOCTHATAIILHOM 3aJ1ep>KKOH poCTa,
AQHOMAJIMSIMH Pa3BUTHSI Yepera, KOHEYHOCTEH, MOPOKaMU Pa3BUTHS
cep/la 1 oveK, MaToJIorHeH KeTyJOUHO-KUIIETHOTO TPaKTa, 3a1epkK-
KO IICHXOMOTOPHOTO pa3BUTHs. CHHIPOM SIBISIETCS] TEHETHYECKH Te-
TeporeHHBIM. [IprMepHO MonoBHHA CilydaeB 00yCIOBICHA My TAIUsIMI
B rede N/PBL, pacnionoXeHHOM B JIOKyce XpoMocoMbl Sp13.2, okono
5% ciydaeB — myranusimu B reHe SMC1A, komupyromeM cyobenu-
HUIly OEJIKOBOTO KOMIIEKCA KOTe3HHa. Y BceX OONBHBIX OTMEYaroT-
csl oTcTaBaHKe B pocte, B 80% cilydaeB — yMCTBEHHAsl OTCTaJIOCTh
(MMOeIBHOCTE), B 20% — MeHee BBIPaKEeHHbIE HHTEIUIEKTyalbHbIe
HapyIeHus. BBIIesIoT 1Ba BapuaHTa CHHAPOMA: NEepBbIi (KJ1accH-
YEeCKHIA) C BEIPOKCHHOU MPEHATATBHON TUITOILIa3HEeH, 3HAYUTEIILHOM
3a/IepIKKON (P3MUECKOTO U HHTEIIEKTYaIbHOTO Pa3BUTHSL, IPYyObIMU
MIOPOKAMH Pa3BUTHSI; BTOPOIl — C aHAIOTHMYHBIMH JIHI[EBEIMU M Ma-
JIBIMU CKEJIETHBIMH aHOMAITUSIMHU, HO TIOTPAaHUYIHOH 3aJePKKOH MCH-
XOMOTOPHOTO Pa3BUTHS U OTCYTCTBUEM IPYObIX IOPOKOB PA3BUTHSL.

Onucanue kaunuueckozo ciyuas. Mansank M. TOCTYTIHII B OT/ie-
JICHUC I1aTOJIOTUH HOBOpO)K)léHHbIX JUIA JUArHOCTHYCCKOI'O IOMCKa.
W3 anamMHe3a: pOANUTENH SBISIIOTCS TPOIOPOAHBIME CHOMHHTaMH. Pe-
OCHOK OT 2-if OepeMEHHOCTH, MPOTEKABIIEH C 3aJeP)KKON Pa3BUTHUS

ioz1a, peTorareHTapHoil HeI0CTaTOYHOCThI0. POzl 2-€ oreparuB-
Hele B 38 Hen. Macca Tena npu poxaenuu 2100 1, jymuna tena 43 cm.
K koHIy 2-f MUHYTBI )KU3HH HOSIBUINCH AbIXaTeIbHbIE HAPYILIEHUS,
Havara pecriparopHas nojuepskka Constant Positive Airway Pressure
(CPAP) c mepeBoOM Ha MCKYCCTBEHHYIO BEHTHJISIUIO JIETKHUX B Te-
yeHue nocneayromux 15 u. Jlagee 63 pecrupaTtopHO MOIICPKKH.
B HeBponornueckoM cTaryce ¢ MepBBIX YacoB JKU3HH Ipeodiagana
cumnromaruka yruerenus LIHC, oH mioxo cocai u oTai, CpbIriBal.

ITpu ocMoTpe obpamraeT Ha ceOst BHUMAHHE BEIPAKEHHAS «Mpa-
MOPHOCTB», ITO3 JIEBOTO BEeKa, N30BITOUHBII M HU3KHUH POCT BOJIOC
Ha TOJIOBE, IyrooOpa3Hble OPOBH, YEPEITHO-JINIEBON THCMOphU3M,
Y30CThb HOCOBBIX XO/IOB, KOPOTKasl IIesl, HETPOHMOPIIHOHAIBHOE YKO-
poueHHE JUTMHBI KOHEYHOCTEH, MmonepeyHbie 00pOo3/bl Ha JIa0HSX,
THIOIUIa3Hs OOBIINX MAaNbIeB pyK. [1o maHHBIM X0oKapauorpadu,
nedeKT MexIpencepanoi neperopoaku 5,5 Mm. CTeHO3 IEroyHon
apTepum.

VYuuteiBast QeHOTUNNYECKHIE TPU3HAKH, TPH3HAKH JUCKHHE3UH
JKEJTyOYHO-KHUIIIEYHOTO TPAKTa, YABTPA3BYKOBbIEC MPU3HAKU ITOPOKA
cepama y pebéHKa ¢ mogo3penneM Ha cuaapom Kopuemrnn ne Jlanre
OBLIO MTPOBEICHO MOJICKYJISIPHO-TEHETHYECKOE HCCIIeJOBAHHE METO-
JIOM TIOJTHO9K30MHOTO BBICOKOIIPOH3BOANUTEIEHOTO CEKBCHUPOBAHUSL.
Br1saBieH naToreHHbIi HYKICOTUIHBIN BapuaHT chr3:36985440C>T B
rese NIPBL B reTepo3UroTHOM cocTossHUU. MyTtanuu B rene N/PBL
cBsi3anbl ¢ cuaapomoM Kopuennu ne Jlanre, tum [ (OMIM 122470)
C a@yTOCOMHO-IOMUHAHTHBIM TUIIOM HaCJICAOBaHUA.

3axniouenue. B iepnos HOBOPOXXAEHHOCTH, Tae IPH YCIOBUH
YCTaHOBJIEHUSI TIPABUIIBHOTO JMArHO3a U BBISBICHUS BCEX MOPOKOB
W aHOMaJINi Pa3BUTHS, HEBO3MOKHO JTOCTOBEPHO MpPEACKa3aTh, YTO
KAET peOEHKA U €T0 CEMBIO.



