124 MATEPUAADI VI PopymMma AETCKMX Xmpypros Poccum

H®I1. MTPOU3BOAHbBIE MIOAAEPOBBIX NMPOTOKOB Y PEBEHKA
C MYXKCKUM CTPOEHUEM HAPYXHbIX NMOAOBbIX OPTAHOB
Hempyxuna F0.B.', Kosapcxuii C.JI.", Menoswuxoea JI.b.', 3axapos A.I.%
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"Poccuitckuil HAIMOHAIBHBII VICCTIEOBATENbCKITT MeMUIMHCKIIT yHuBepcuteT um. H.JL Tuporosa, Mocksa
2[lerckas ropopickas KavHudeckas 6ompHuia um. H.®. Gumatosa, Mocksa

BBegenne. Hapyuenne popmupoBanns moma — COCTOSIHNE, CBSI3aHHOE C K/IMHUKO-OMOXMMITYe-
CKMM TIPOSABJIEHVIEM HECOOTBETCTBMA MEXJIY Te€HeTHYeCKUM, TOHATHBIM U (PeHOTUIINMYECKUM II0JIOM
pebeHKa TpeOylolero fAeTaJbHOrO 00C/IeTOBaHNSA 11 OKOHYATE/bHOTO BBIOOpA IIO/IOBON IPUHAJ-
JIEXKHOCTI.

Marepuanbl 1 Meropbl. Manbuyuk II. B Bospacte 1 1, moctynun B JI'Kb um. H.®. ®unarosa
C HaIpaB/IARIUM AnarHosoM «Kpunropxmsm creBa, abgomuHanpHass ¢opma». [Ipu ocmorpe mo-
JIOBBIE OpTaHbl CPOPMUPOBAHBI TI0 MY>KCKOMY Tuiry. I[IpaBoe sAMYKO B MOIIOHKE, JIeBO€ ANYKO B MO-
IIIOHKE, IIaXOBOM KaHase He onpefendercs. [Ipu nposenenun Y3V neBoe AMYKO JOCTOBEPHO HE BU-
3ya/lm3upoBanoch. PeOeHKy ¢ My>XCKMM CTPOEHMEeM Hapy)XHBIX IIOJIOBBIX OPraHOB OblIa IIpOBefieHa
AMATHOCTMYECKAsl TallapOCKOINs, Ha KOTOPOil 0OHapy>keHO oOpasoBaHMe, HallOMJHAIOIIee MAarKy,
¥ TOHA/Ia, HAIIOMIHAONIAA ANYHMK, PACIONIOKEHHas: B MAaTOYHOI TpyOe. BpimonHeHa 61orncys rosa-
[Ibl, TIPUHSATO pellieHne o KoobcmenoBannu pebeHka.

[Ipy rUCTONOrMYECKOM MCCIEOBAHMM TOHAABI MOpdomornyeckas KapTyHa COOTBETCTBOBAIA
streak (roHaga co cTpomoit suuHMKa 6e3 ¢ommkynos). Kapuornnuposanme merogom FISH mo-
Ka3a/l0 XpOMOCOMHbIe HapyuleHns — mosannusm 46XY /45X0 (83 % u 17 %). Ilo pesynbraTam
rOPMOHA/IBHOTO 00C/IeOBaHNs OCHOBHbIE ITOKa3aTelll COOTBETCTBOBA/IN HOPMA/IbHBIM 3HAYEHVISIM.
AnTtumionnepos ropMoH — 140 Hr/mn. OTMedYanoch HEKOTOpOe IOBBILIEHNE 3CTpajnona fo 73,4
(0,0-51,0). IIpoBenena tpexgHeBHass npobda ¢ XI'Y, Ha KOTOPOM OTMeYanoCh MOBBIIIEHNE TECTOCTeE-
poHa f1o 14,95 HMObB/ 1.

Pesynbrarsl. [lo pesynbraTam IpoBefeHHOro oOciefoBaHus y pebeHka 6bU1 chopMynnpoBaH
nuarHo3: xpomocomHoe HPII 45X0/46XY, cmentanHasa AyucreHesus TOHaf. YUYUTbIBasg PUCK TOHAJO-
6/1acTOMBI y peOeHKa C ONMMCAHHBIM AMAarHO30M, MPUHATO pellleHne 06 yaaneHuu streak u gepuBatoB
MIOJITIEPOBBIX IIPOTOKOB. BbIZIO MpoBeleHO XMpyprudeckoe jnedeHue: J1anapoCKONNYecKoe yianeHue
CTPEK-TOHaJIbl, JepUBATOB MIO/ITIEPOBBIX ITPOTOKOB.

BoiBoppl. [Ipy oOHapy>keHNM NPOM3BOAHBIX MIOJUIEPOBBIX IIPOTOKOB Y [ieTell ¢ MY>KCKUM CTPO-
eHleM Hapy>KHBIX II0JIOBbIX OPTaHOB HEOOXOIVMMO IpOBeeHNe JeTalTbHOrO 00C/IeNoBaHmA: OMOICIA
TOHaJ], KOHCY/IbTAllVsI TeHeTHKa, SHZOKPUHO/IOra, KapMOTUIIMPOBaHNe, TOPMOHAIbHOE 00C/IeloBaHue.
IIpn BrrAaBneHuu xpomocomHoro HOII 45X0/46XY, cMellaHHOI [UcCreHe3Uy TOHAJ, PEKOMEHOBAaHO
IpOBefieHMe yhaleHne streak 11 MpoM3BOJHBIX MIO/UIEPOBBIX IPOTOKOB, YIMTBIBAA PUCK VX MaJIMTHM-
3aLMN.
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