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OCOBEHHOCTW MPE- X MOCTHATANBHOW QUATHOCTUKA CUHIPOMA 49, XXXXY:
OMUCAHUE KNMHWYECKOIO CITYYASH

C.U. Nananos, 10.J1. la6aHoga, J1.H. KonGacunx, K.A. Ypeanuesa

Oxpyxrol kapduonozuveckutl ducnancep «Llenmp duazHocmuikt u cepleuHo-cocyducmoll xupypauuy,
mMeduKD-2eHemuYeckas KoHeynbmauus, 2. Cypaym

AkTyanesHocTL, CuHgpom 49,XXXXY -~ pepnkas
XPOMOCOMHAR aHOMaIus, XapakTepuayloulascs Hasm-
YreM Tpex AONONHUTENbHbBIX X-XPOMOCOM B KapUOTUNe
y MyXumrH. MHoraa erc oTHOCAT K BapUaHTy CuHapoMa
Knanndenstepa, ofHako Gonee TSXenoe TedeHne u
CcBOEODPa3Ne KNMHUHECKOW KapThHbl NO3BOSIAET Bhije-
NUTL Ero B CaMOCTOATENBHYIO HOZONOFMYECKYI) SaNHI-
uy. MNpusHakn n cumnrombl curapoma 49, XXXXY srrio-
HalT 3a4ePKKY NCUXUHECKOTO PasBMTHMA (0T TPYAHOCTER
8 0ByYeHUI A0 TAKENOW YMCTBEHHOW OTCTANOCTI), CHK-
KEHNE MbILLIBHHOTO TOHYCA, rknoroxHanam, Secrnoane,
HM3KOPOCNOCTL, JWMUEBbLIE AUCMOPMDUK, pasnuuHbie
BPOXAEHHLIE NOPOKM PA3BUTUR CepLedHO-COCYANCTON
CUCTEMBI, ONOPHO-ABUIaTENLHOMO annapara, UeHTpans-
HOW HepsHoW cuctembt (LIHC), MouesbinenmTensHomn
cuctemsl. OBbLIMHO JaHHOE COCTOSIHWE HE HACNeayeTcs
¥ BbI3bIBAETCS OUIMOKON 4eneHnUnA B NOMOBbIX KNETKaXx.

Marepunan v merogbl. MNoa Hawum HabnwpeHn-
eM B NnpeHaransHoM nepuoge Haxoawnack marh pe-
GeHKa, B NOCTHaTaNLHOM NEPHOLE — HOBODOMIEHHLIN
AoHoweHHbIM Manbumk I B npouecce meanko-reHety-
YECKOTO KOHCYNLTUPOBAHUS ObiNK BbISCHEHbL! Kanobbl,
A3HKHbLIE aHAMHE3a KN3HYW, KIMUHUKO-TeHEANOrM4eckoro
aHaMHesa C COCTaBneHueM DOQOCMAOBHON, NPoBeeH
06beKTUBHLIN ocmMoTp npobanaa. NMpexaransHoe Y3M
BBINOMNHEHO ¢ NOMOWbLIO YNBTPA3BYKOBOW OUATHOCTH-
yeckow cuctemMbl Voluson E10-BT 16 (General Electric
Healthcare, CLUA). KoHueHTpaumu CbiBOPOTOUHBLIX Ma-
TepuHckux mapkepos (hAFP, 3-hCG, uk3) onpegenetb
C MOMOLbLK (hNYOPECUEHTHOTO MMMYHHOTO aHanusa
Habopamu Delfia Xpress (Percin Elmer, duxnanaus).
PacyeT pucka XpoOMOCOMHOW NaTtonorvm nrona Bbl-
nonHeH ¢ NOMOLLbLIO NPorpamMmuoro obecnedeHus Life
Cycle (Percin Elmer, Qunngnaus). LinToreHetndeckoe
uccnenosadne nNUMGoOLMTOB NMepmnthepudeckolt Kposn
NPOBeAEHO NO CTAHQAPTHOW METOANKE, C NOMOLLLID MU-
kpockona Imager.Z2 (Carl Zeiss, lepmanus), ¢ cucTe-
Mot nporpammvHoro obecnedeHin Metasystems.

PesyniraThi U 06cyxaerune. PebeHok oT TpeThelh
BepemeHHoCTU (nepsbie Be GepeMeHHOCTV 3aBep-
whmmes: B 2003 1~ (PUBNONOrMYECKUMIA CPOYHBLIMK
poaamu 300poBor fesovkon, 8 2012 . — dwmsnonorn-
YEeCKUMM CPOMHBIMKA pPOAaMu 30POBON [1EBOMKOW), BO
Bpems DepeMeHHOCT Mamva pebeHka BcTana Ha y4er B
KEHCKYIO KOHCYNLTaLMIO B CPOKE 8 Heaenb, kKomBuHupo-
BaHHbLIA NPEHaTanbHbLIA CKPUHUME NMepBoro TpuMecTpa
(PAPP-A, B-hCG + Y3U) He Bruinonken. B cpoke Hepe-
MeHHOCTWU 19 Hedenk HasHaueH CenexTURHLIA BTOPON

Buoxummnieckid ckphkuHr (hAFP, B-hCG, UE3), Bhiss-
NEH NOBLILLEHHBIA PUCK eeKToB 3apallleHnst HEePBHON
TpyOKM, puckn no cunapomy Jayra, cuHapomy 3pasapa-
ca ~ Huakme (hAFP 2,96 MOM (115,04 U/mL), B-hCG
0,50 MOM (3,11 ng/mL), uE3 0,65 MOM (5,55 nmol/L.)).
(TpoBeaeHo MefUKO-TeHEeTUMECKOE KOHCYNETNPOBaHme,
akcneptHoe Y3W nnopa — seisBnera sBapycHast gechop-
mauma ofenx cron. OT NpenaransHon UHBA3UBHON
ANErHOCTUKN NaUMeHTKa oTkasanace. Pebenok pogun-
CA OT TPETLUX CPOUHLIX ONEPaTUBHLIX POOOE B CPOKE
39 Hepene, Macca Tena npu poxaeHnn — 2 340 rpam-
MOB, OKPYXHOCTL MONOBLI — 33 CM, oueHka 1o wxane
Arrap — 6-7 Bannos. COCTOAHWE NpY POXAGHWKM TS-
XENoe 3a CUET 3aepKKi BHYTPUYTPODHOro passutus,
curHapoma yraeterns LUHC, apixatenbHol Henoctatoq-
HOCTU, MHOXECTBEHHLIX BPOXIEGHHDLIX MOPOKOB Pa3sm-
TMR (BapyCcHOW aAedopMalmm HUKHWX KOHEHHOCTeHN,
NOMHOW ABYCTOPOHHEW PACLIENNHBLI TBEPAOIO U MAMKOIO
Heba, nedekra mexnpencepaHon neperopoaku). Mpu
0DBLEKTUBHOM OCMOTPE OTMEUEHbLI CNEdYIolMe 0Co-
DenHocTh beHoTna: gonvxouedanvueckas dopma
depena, sbicTynaloiure nobusie Gyrpsl, WWpokas nepe-
HOCKIE, BhicTynalle HaabpoBHbele AYri, runepTeno-
PU3M INas, MOHIONOWAHBLIA paspes mMas, CURWe CKNepb!,
AUCINACTUYHBIE, HUBKONOCAXEHHLIE YILHLIE PAKOBUHbI,
OBYCTOPOHHAR DACWENUHa TBEpPAoro U MArkoro Heba,
Wes KopoTKas, MUKPONEHUS, MNoMIasus sudek, no-
nepeyHan NajoHHas cknajaka, BapycHan fedopmaius
HIDKHIX KOHEMHOCTeW. Ha ocHoBaHWM Hannins MHoxe-
CTBEHHLIX ManbLIX aHoManui pasBUTUA 3anoLo3peHa
XPOMOCOMHas naTonorisa, BbINONHEHD UUTOreHeTuYe-
CKOE WCCNEeAoBaHne NUMMQOLNTOR KPOBU, KapyoTWf:
49, XXXXY ~ TerpacomMua XpoMOCOMbl X, KapuoTun
MYKCKOW.

3axkmodenue. TpvseaeHHbI cnyyai peakoit xpo-
MOCOMHON nartonoruu y pebeHka I cBUAETENLCTBYET
O 3HaNMMOCTH NPOBEAEHUST MEPONPUATUA MOHUTOPK-
POBAHUS COCTOAHWSA NIOAa B NEPBOM W BTOPOM Tpu-
MecTpax BepemerHOCTY, BaXKHOCTU MeaMKo-reHeTnye-
CKOFO  KOHCYNLTUPOBaHUA Ha NpeHaTanbHoOM stane U
npoBeeHis VHBAa3UBHON nNpeHaTansHoN AnarHocTuki
B PEMMEaMEeHTUPOBAHHbLIE CPOKU C Lenblo CBoeBpemMeH-
HOIO PACcCMOTPEHNA BONPOCa O TakTuke BeaeHus Gepe-
MEHHOCTH.

Hacroaulee Habnioaexne npegcrasnaet 6onbWwont
VHTEPEC C KNMHUYBCKOR 1 QUarHOCTHYECKOR TOUKKM 3pe-
HUS, NOCKONLKY KPalHe PEeAKo BCTPeYaeTcs B nosce-
[AHEBHOW OpaKTke.



