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AkTtyadabHocTb. CuHIpoMm BunbsMca mnpeacraBiaseTr coO0W T€HETHYECKUNM CHHIPOM,
KOTOPBIM XapakTepu3yeTrcs pa3lMYHbIMM CHMIITOMAaMH, BKJIOYas CTEHO3 MepupepuyecKux
JIETOYHBIX apTepuil, HAAKJIANAHHBI AOPTAJIBHBIA CTEHO3, OCOOCHHBIMU (PEHOTHIIHYECKHUMU
MpU3HAKaMHU (M3BECTHBIMH KaK «JIHIO 3Jb(}ay), KOTHUTUBHBIMU HapyIICHUSIMH, METa00INYECKIMU
pacctpoiictBamu. [IpuumHON cuHApOMa SABJSIETCA JEJCMUs y4yacTKa 7-i XpOMOCOMBI, Te
PAacIioioKeHbI I'eHbl, HEOOXOMMbIE B TOM YHCJIE 7Sl Pa3BUTHUS FOJIOBHOTO MO3Ta M MPOIYKIIMU Oeka
snactuHa. Yacrtora BcTpeuaemoctu cuHapoma Bumbamca 1 ciywaih Ha 10000 HOBOpPOXXKIEHHBIX.
BonbIIMHCTBO cily4yaeB CHUHIpPOMA CIIOPAJUUYECKHE, HO BO3MOKEH U ayTOCOMHO-JOMUHAHTHBIA THII
HacnenoBaHus. Yame Bcero (heHOTHNMYECKHE OCOOCHHOCTH CTAHOBATCS 3aMETHBIMH B pPaHHEM
JIETCTBE, B BO3pacTe 0KoJyio 3—4 MecsLEB.

Henb: HacTosAIIEE HCCIEA0BAHNE HAIIPABJICHO HA ONIMCAHNUE KIIMHUYECKOTO ClIydas CHHIPOMa
BunpsiMmca y dYeTBIpEXMECSYHOTO peOCHKa C IEeNbI0 JEeMOHCTPAlMM THUIUYHBIX KIMHHYECKHX
IIPOSIBJIEHUH, XapaKTEPHBIX AJIs AETEH PAHHETO BO3pacTa.

Marepuanbl 1 MeToAbl. MeauIMHCKas KapTa CTallMOHAPHOTO MallMeHTa, HaXOAUBILErocs
Ha jieueHun B Y3 «lopojckas neTckast HH(EKIMOHHAs KIMHUYecKas OosbHUIa» T. MUHCKA.

Pe3yabTaTrhl U uX 00cyxaenune. 13 anamMmHe3a U3BECTHO, UTO peOCHOK POJUIICS OT BTOPOU
OepeMEeHHOCTH, IIEPBBIX POJIOB B CpPOKe recranuu 35-36 Hesenb MyTeM MJIaHOBOIO KecapeBa Ce4eHuUs
B I'OJIOBHOM mipeieskannu. [lepBast GepeMeHHOCTD 3aBepIInIach CaMOIIPOU3BOIBHBIM BBIKUIBIIIIEM
B 21-22 nenmenu. Bo Bpems Hacrosimeld OCpeMEHHOCTH OTMEYalach aHEMHUs JIETKOW CTEICHH,
XpOHHUYEcKas (eToIualeHTapHas HeI0CTaTOYHOCTb, 33/IepKKa pocta mioga, OPBU B 29-30 Henens.
Macca pebenka npu poxjeHuHn coctaBwia 1750 1, poct 44 cM, okpykHOCTh ToyIoBBl 30 cM,
OKpykHOCTb Tpynu 28 cMm. Ouenka no mkane Anrap 8/MBJI. CocrosiHue pebeHka npu poxxJIeHUu
OYEHb TSKEJI0e, OOYCIIOBJIEHO PA3BUBAIOIIMMCS PECIUPATOPHBIM AMCTPECCOM. BBIIM MpOBEAEHBI
peaHrMalMOHHbBIe MeponpusaTHs, pedeHok nepeseneH B OAuP. Ha BTopbie cyTKu XU3HH PEOEHKY
nposeaeHo DXOKI, BoisiBiaen BIIC: creHo3 sneroyHoit aprepur Ha (oHE TMIIONUIA3UM CTBOJa. B
JaJbHENIIeM NpU TUHAMUYECKOM HaOJII0JIEHUU B BO3pAcTe JABYX HeEJledb ObUI BHICTABIIEH JMArHO3
BIIC: cteHo3 nerouHoit aprepun Ha (poHe TUIOIIA3UH CTBOJIA U YCTHEB BETBEH OT YMEPEHHOTO /10
3HAUYMUTENBHOTO. [Mrorutasus mepemieiika aoptel. Dopmupyromascs koapkramus aoptel. O0O0.
Tennenuus k runeprpodpun muokapaa JOK. YuutsiBas xapaktep BIIC, ocobeHHOCTel BHEIIHETO
BUJA, HAa 17 CyTKH XKM3HU peOEHOK ObLI ocMOTpeH MeauuuHcKkuM resetukom I'Y «PHIIL Mars u
muts». KnuHndyeckuil nuario3 cusapoMa Buiibsimca Obul BBICTaBJIEH Ha OCHOBAaHUM CIEIYIOLIMX
KpUTEPUEB: IPEHATAIbHAS TUIIOTPOUS, TULIEBON JucMOpduU3M (TpyOble YepThI JIMLIA, ITUPOKUM J100,
pasner OpoBeil 1Mo cpefHel JIMHUM, ONYIICHHbIE BHU3 MOJHBIEC IIEKH, IIUPOKUI POT € MOJHBIMU
rybamu, IUlocKas MepeHOCHla, KOPOTKHM B3JIEPHYTBHIM HOC C TYHNbIM KOHUMKOM, CBOEOOpPa3HBIN
paspe3 rjla3 ¢ NMepuopOUTAIBbHON MPHUIYXJIOCTHIO, OTTONBIPEHHbIE YU, OOJBIINE MOYKH yXa),
XPUILIBIN TOJIOC, MBIIIIEUHAsi THIIOTOHUS, yno4Has rpeika, BIIC. g yrouneHus quaruo3a peoeHky
IBaKIbl (B Bo3pacTe 3 Henmenb U 2 MecsieB) npoBoawioch KT rpyaHoit kieTku ¢ aHruorpaguei.
[ToarBepxknen BIIC: runoruiasust BeTBEH M CTBOJIA JIETOYHOM apTepUH, YMEpPEHHas TUITOIUIa3us
aopThl, Meskuii Aedext B cpeaneit Tpetu MOKII.

BbiBoabI: TakuM 00pa3oM, XxapakTepHble (EHOTUIINYECKHE OCOOCHHOCTH U TUIIMYHbBIE IS
cuHApoMa BuibsMca 35acTonatus ¥ aHOMaJIMK CTPYKTYPbI CEpALIA TO3BOJIMIIN YCTaHOBUTD JUAarHo3
B I€PHOJ] HOBOPOXKIACHHOCTH. [[s1 MOATBEp>KACHUS] T€HEeTHUYEeCKOM MPUPOJIbI 3TOTO 3a00JeBaHUS
HEO0XO/MMO TPOBECTH MOJIEKYJIIPHO-TEHETUYECKOe TECTUPOBAHME: IMOMUCK JENEIMH B PETrHOHE
7q11.23 metomom ¢uryopectieHTHOM TrOpuau3anmH in situ (FISH nccnenoBanue) niam XpoMOCOMHBIN
MUKpPOMAaTpUYHbIN aHaIIU3.
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