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V HAYYHO-MPAKTUYECKAA KOHOEPEHLA CTYOEHTOB M MONOAbIX YHEHBIX CNEPAHCKVE UTEHUSA — 2025
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AkTyaasHocTh. Cunapom Bunbsimca — renetuyeckast maro-
sorus, BcTpeuaromasics ¢ yactoroit 1 : 10 000-20 000 HoBopoOX-
JIEHHBIX, BbI3BaHHASI MUKpOJIENIelIUell KPUTUUECKOH XpOMOCOM-
Ho# obnactu 7q11.23.

Onucanue Kaunuueckozo ciayuasn. Ilpodann — neBodKa,
ot 2-ii 6epemeHHOCTH. [IepBbIii peOEHOK MaJIBUUK, 310pOB. bpak
HEPOICTBEHHBIN, POIUTENH 310POBEL. bepeMeHHOCTh poTeKana Ha
¢one yrposs! npepeiBanust. Pozpl B 36 Hen myTéM Kecapesa cede-
nus. [Tpu poxaenun Macca Tena 2490 1, juinHa 44 ¢M, OKpYKHOCTb
roioBsl 33 cM. B Bo3pacTe 2 Mec BbICTaBJIEH JUArHO3: BPOXKIEH-
He1i mopok cepana (BIIC): rumonmasust gyru aopThl, KOApKTALUs
A0PTHI, TIPOBEEHA XHUPYprudeckast KoppeKknus. bonpHas KOHCYIb-
THPOBAHA CIIELHAIHCTAMHU: SHIOKPHHOJIOT — CyOKITMHUYECKUM I'H-
noTUpeo3 (Ha3HaueH L-TUpoKCHH 25 MKI/CYT); IMMYHOJIOT — BTO-
puunblil uMmyHoAeduuuT. [Tpu Y3 opranoB OprOIIHON OIOCTH
MIATOJIOTHH He BBIABIEHO, IpU HelpocoHorpadun — HopMa. B Bo3-
pacte 4 Mec HamnpapJeHa KapJHOIOTOM Ha KOHCYJIBTAlUIO TeHETH-
ka. [Ipu ocMoTpe oTMeueHbI 0COOCHHOCTH (DEHOTHIIA: KOPOTKHUE
IVIa3HbIe IIENH, MPUITYXJIble BEKH, SIIMKaHT, Toay0as 3B&3nuaras
pamyxka, OTKpbITEIH poT. Macca Tena 4350 1, OKpy»KHOCTb TOJIO-
BbI 39 cM. MbllieuHast JUCTOHHUS C ITpeodiIaJaHueM THIIepTOHYCa.
C yu€rom peHotunmueckux ocodenHocteii u BIIC reHeTrkoM Ha-
3HaueHo obcienoBanue. Kapuorun — 46, XX (HOpMaJIbHBIN KEH-
ckuit Habop xpoMocom). [TpoBeeHO MOJIEKYIISIPHO-IIUTOTCHETH-
yeckoe uccienosanue meronoM FISH: BeisiBneHa Mukponaenenus
nokyca q11.23 na 7-it xpomocome. BrIcTaBneH quarHo3: CHHIPOM
Bunbsimca. IIpoBeneHo MEAUKO-TEHETHYECKOE KOHCYIBTHPOBAHHUE.
B Bo3pacre 2 roga 10 Mec ¢u3ndeckoe pa3Butue peObEHKa HU3KOE,
nucrapMoHn4HOe: Macca Tena 10,8 kr, poct 87 cM, OKpYKHOCTB TO-
110BbI 46 cM. XapakTepHble YepThI JINIA: MUKPOTHATHSI BEpXHEH e-
JIFOCTH, TyXJIble IEKHU, STIMKAHT, IMPOKasl IEPEeHOCUIIA, B3AEPHY-
ThIH HOC, rONTy0ast 3B€3/1uaras paay>KKa; XpUILIOBAThIN I0l0C; KIU-
HOJAKTWINA 5 nanblieB kucteil. HabmogaeTcst HEBPOIOIroM B CBSI3U
C 3aJIEP>KKOH IICUXOPEUYEBOTr0 Pa3BUTUSL, SHIOKPHHOIOIOM — U30J1U-
POBaHHOE Tenapxe, CyOKITMHIYECKHH THIIOTHPE03 (MEIUKaMEHTO3-
Hast KOppeKIys), reHeTHKOM. C 6 JIeT 1eBoYKa MOCenaeT HHTeTPH-
POBAaHHYIO IPYIITY IETCKOTO CaJia, COXPAHIIOTCS 3aepiKKa IICHXO-
PEUEeBOro pa3BUTHS, AU3APTPHSL, THIIEPAKTUBHOCTE. PeOEHOK MHOTO
TOBOPUT, OTJINYAETCS 3MOLIUOHAIBHOCTBIO, JIETKO UJET Ha KOH-
TakT. PU3nUeCcKoe Pa3BUTHE HUXKE CPEHETO, UCTaPMOHUYHOE: BEC
18,3 xr, poct 114 cM, okpykHOCTB TOOBBI 49,5 cM. CoxpaHsIoTCS
XapakTepHbIe uepThl Jinia. [ unormiasus smanu 3yoos. Ciyx u 3pe-
Hue 0e3 ocoderHoctei. [Iponomkaer HabMONATHCS IHIOKPHHOIIO-
roM (CyOKJIMHHYECKHH THIIOTHPE03), OPTONEIOM (3KBUHYCHAsI KOH-
TPaKTypa CTOII), HEBPOJIOIOM, JIOTOLEJOM, KapIHOIOTOM.

3akiarouenne. CKoOpIUHUpPOBaHHAs paboTa CHENUAIUCTOB
MO3BOJIMJIAa CBOEBPEMEHHO ITOCTABUTh JAWArHO3 CHHIpoMa Bu-
JBbSIMCA, a TaKXKe IMOMOTaeT POAUTEISIM MTOTYIUTh HHPOPMALIUIO
0 MPOTHO3€ pa3BUTHs 3a00eBaHUs Y peOEHKA U TEHETUYECKOM
PHCKE B CEMBE.
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