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BpoxaeHHas 1ucpyHKIMsS KOPbl HAJIMOYEYHUKOB
KaK IpUYrHA HapylIeHus (POpMUPOBAHHUS I0JIA Y

MAIUEHTOK C Y -XpOMOCOMOM

Jloyenm Anumbaesa I'H., 0.m.u Andaneaposa I' A., Kapubaesa A.A.
HYO «Kaszaxcmancko-Poccutickutl MeOuyuHCKUtl yHugepcumem

Pestome: B cmamve onucan KiuHuveckuil ciyuai peokoul
@opmbl 8POANCOEHHON 2UNEPRAAZUU KOPbI HAONOYEUHUKOS
— Odeguyuma 17anvha-eudpoxcunasvi, 0CHOGHbIMU
XapaxkmepucmuKamu Komopou s6isemcs 2uno2aHaousm u
apmepuanvHas 2unepmensus Ha pone HaOno4eyHUKOBOU
Hedocmamounocmu. Ilpusedenvl dannvie aumepamypbl
KacamenvbHo OUAZHOCMUKU U Oud@epenyuaibHol
OUALHOCMUKU OAHHO20 3A001€6ANUSL.

Knwueevie crnosa: epoowcoennas ouc@hyukyus
KOpbl Haonoueynuxos, kapuomun XY, apmepuanvrnas
2UNEPMOHUSL, BUPULUZAYUS HAPYICHBIX NONOBLIX OPSAHOB,
3amMecmumenbHas 20pMOHANLHASL MePANnUsl.

BeegeHwue: HapylieHue (hopMmrpoBaHns nona y AeBoYeEK
BKMOYaeT B cebs uenyto rpynny npobnem BpOXAEHHOro
xapaktepa. OgHOW M3 KOTOpbIX ABNSETCS BPOXAEHHas
AncdyHKunsa kopbl HagnoyeyHukos (BAKH),akTtyanbHas
MeauKo-coumansHas npobnema, npMeBoadALAs K THKENbIM
MeAULMHCKMM NOCneacTBUAM MPpU HECBOEBPEMEHHON
AVarHoCTuKe n HeafgekBaTHOM neveHue. [ins nepBu4HON
npodunaktTmkn 3aboneeaHnsa GonbllOe 3HaAYeHNe umeet
aHTeHaTanbHasa gmarHocTumka.

AKTyanbHOCTb: BpPOXAEHHAa ANCHYHKUUSA KOpbl
HagnoyveyHukos (BAKH) — aTo rpynna ayToCOMHO -
peLeccuBHbIX 3aboneBaHnm, xapakTepu3yoLwmnxcs AeeKkTom
(HPEPMEHTOB MMM TPAHCMOPTHBLIX 6ENKOB, NPUHMMAOLLMX
ydyactue B cuHTese kopTtuaona. OgHom n3 peaknx opm
BOKH siBnsieTcst HegoctaTtouHOCTh 17-anbda rmapokcunassl,
Bbl3BaHHas MyTaumsam reHa CYP17, kogupylowiero aTot
depmeHT [1,2]. 'eH CYP17 370 eANHCTBEHHBIN eH, pac-
MONOXEHHBIN Ha X- XpOMOCOME, SKCNPECCUMpPyeTCs Kak B
Hagno4evHuKax Tak u B simdkax [3]. NMpobnema BcTpevaercs
¢ yactoton 1 Ha 50000 yenosek [1]. Mpu atom cuHapome
OOHOBPEMEHHO MMEIOTCA NPU3HaKku aedurumnTa rnioKoKopTU-
KOMZOB M NOMNOBbIX FOPMOHOB. W3- 3a gecumumTa kopTm3ona
ycunusaetcs cekpeums AKTT, 4to NnpmMBoAMT K N30LITOYHON
cekpeunn 11- gesokcukopTukocTepoHa. B pesynsrate Bo3-
HUKaIOT rMnokanuemus n aptepuanbHas runeptoHns. B
CBOI ovepefb 13-3a geduumra nonosbIX TOPMOHOB PE3KO
nosbiwaetca npogykums J1 n ®CI [4,5].

BonbHble C reHeTu4YecKUM >XEeHCKUM NOonom npwu
POXOEHNMN UMEIOT XKEHCKNIA (heHOTMN, OQHAKO B NybepTaTHOM
BO3pacTe BTOPUYHbIE NOOBbIE NPU3HaKN HE pa3BUBAIOTCS.
3apepxkka nonosoro pa3smTus obycnosneHa geduuuTomM
aHOPOreHOB M 3CTPOreHoB. Y HOBOPOXAEHHbIX C
reHeTUYECKMM MYXCKUM MOSIOM HapyXHble MofoBbie
opraHbl UMEIOT CTPOEHME NMPOMEXYTOYHOIO TUNa (MY>XXCKON
ncesgorepMadpoanTam), NMbO XKEHCKMI BapuaHT. Takum
HOBOPOXAEHHBIM NPUCBaNBAETCS XXEHCKMIN NacnOPTHbLIN NOn
1 B NOCMeayoLwem OHN BOCMUTLIBAKOTCS Kak AEBOYKN. ANYKM
oCTalTCs B OPIOWHON NOMOCTU UMM B NaxoBbIX KaHanax,
CeMSBbLIHOCHALNIA NPOTOK He pa3BuBaeTcs. B 10 xe Bpems

OTCYTCTBYIOT U BHYTPEHHWE XXEHCKME MOIoBbIE OpraHbl. 3TO
o6bsAcCHAeTCA TeM, 4YTO AeduuMT aHOpOoreHoB OGnokupyet
dopmMrpoBaHue BONMb(OBLIX MPOTOKOB, @ HOpManbHas
NpoAyKuMsa hakTopa perpeccum MIonnepoBbiX NMPOTOKOB
(AMT) knetkamu CepTonu npenAaTcTBYeT 06pa3oBaHuio
MaTo4YHbIX TPYO M MaTku. ¥ GOmnbHbIX 060MX MONOB W3-
3a geduumTa NonoBbIX TOPMOHOB HapyLUEHO MOMOBOE
pa3sButue. HegoctaTto4yHoCcTh 17anbda-rugpokcunassbl
Yyalle BCero BbISBMSOT y AEBOYEK B MybepTaTHOM BO3pacTe
B CBSI3M C 3a[leP>KKOW MONOBOro pa3BuUTUs: Takne BonbHble
obpaLlatoTcs K Bpady Mo noBogy OTCYTCTBUSA MEHCTpyauum
W pasBUTUS BTOPUYHBIX MOMIOBbIX NPU3HAKOB. U y My>X4nH,
W Y XXEHLNH YMEHBLLEHO WM OTCYTCTBYET NOAMbILLEYHOE U
nobkoBoe oBoroceHue [5,6].

MHorga 6onesHb AMarHOCTUPYHOT paHbLue nybepTtaTHoro
Bo3pacTta, 0OblYHO B cneaywowux cny4vas: 1) y HOBO-
POXOEHHOW [OEeBOYKM Npu onpedeneHum KapuoTtuna Bbl-
aBnseTca kapuoTtun 46 XY; 2) y AeBOYKM MNajLwero
BO3pacTa Mpu onepauuv no noBOAY MaxoBOW Fpbiku 00-
HapyxuBaeTcsa An4Ko; 3) y AeTen mmnagwero Bo3pacTa
OTMeYaeTCcsa apTepuanbHas rMnepToHUs U runokanMemus,
06yCrnoBneHHbIE HEAOCTATOYHOCTBIO MUHEPANIOKOPTUKONAOB
[7,8].

CnepgyeT NOMHUTb, YTO NPUYMHOW 3a4EPXKKW MOMOBOrO
pas3BUTUS OEBOYEK, Y KOTOPbIX BbISBASETCA KapnoTun 46 XY
kpome BOKH CYP17 moryT ObiTb TakMe COCTOSIHUSA Kak
TECTUKYNsApHas pemmnHm3aumns, yictasi opma amcreHesum
roHag — cuHgpom CBanpa, a Tak e CcMmellaHHas copmMa
OucreHesuu roHag v gpyrve Gonee pegkume COCTOSHUS.
Kaxpas cdbopma 3aboneBaHust MMeeT CBOW OTNMYUTENbHbIE
NPU3HaK1, HO 1 MHOro 06LLiero, YTo TpebyeT BHMMaTENbHON
andpdepeHumnansHOM ANarHOCTUKK.

Hamun onucaH knuHuyeckun cnydyan BOKH c
He[oCTaTO4HOCTLIO hepMeHTa 17-anbda — rngpokcunassl,
BepndULMpPOBaHHbIN B NybepTaTHOM Bo3pacTe.

KnnHunyeckmi cnyyai: B HaumoHanbHbIM HayYHbIA LEHTP
xupyprun nmenn A.H. CobisraHoBa 19 HoabGpsa 2018 roga
nocrynuna nauveHTka [.I. B Bo3pacTte 18 neT Ha onepaTtMeHoe
neveHvie No noeoay obpasoBaHWs NEBOro Haano4YeyHvka. B
cTaumoHape 6bIno npoBeAeHo obcnegoBaHune, NauneHTKa
Oblina HanpaBneHa Ha KOHCYNbTauulo 3HOOKPUHONOora.

XKanobbl: Ha OTCyTCTBME MEHCTpyauun U MOMOYHbIX
Xenes, nepuognyeckve ronoeHble 6onu, Howwume 6onu B
NeBON NOACHWUYHOW obnacTu.

AHamMHe3 3aboneaHuda: Obpatunacb ¢ MamMon B CBA3M
C OTCYTCTBMEM MEHCTpyauMmn U MOMoYHbIx xenes. Co crnos
Mambl ¢ 2000 roga (¢ 10 net) Gecnokounu rornoeBHble 6onu,
noebiweHne Al no 160/90 mm.pT.cT. B paHHem getctee Gbinn
CYLOpOru Ha BbICOKYH TeMMepaTypy.

Poannack ot 2-x pogos Becom 3700,0 . Y pogutenen —
6rnm3kopoaCcTBEHHBIN Bpak. Y matepy MeHcTpyauum ¢ 12 ner.

MapuTteT ponoB martepu: 1 6epeMeHHOCTb — MarnbyyK,
norn6 B 4 roga ot AT (Co crioB Mambl NAToNOrMm CTPOEHNst
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Tabnwuua 1- Paznuuuns gucreHeawnm roHazg npu Y —XxpoMoCcoMe C KNUHNYECKUM crnyyaem.

Hosonorus BHyTpeHHue HapyxHble nomno-Bble BrewHwui Bua, tmn | Paseutne | Mmnepnur- | ®CI nr AKTI | Kop-
nonosble opraHbl TENoCNoXeHNs MOIMOYHBIX | MEHTaLus T™M3on
opraHbl xenes KOXM

Yucras [MnonnacTuyHel, matka | flmnonnacTuyHel, No EBHyx0ouaHbIN TUM, Heturm | Het MoBbiweH | MoBbilweH | B B

dopma B BUAE PyAVMEHTa, KEHCKOMY TUny BbICOKOrO pocTa cnabo HopMe | Hopme
roHagbl B BUAe TsHken pasBuUThI

CwmelwaHHaa | funonnacTuyHebl, Ha mnepTtpodus MHTepcekcyanbHbii | HeT nnun MoxeT MoBbiweH | MoBbiweH | B B

dopma MecTe roHag C OfHON KnuTopa, 6onbLune MM, MOryT BbITh cna6o ObITb HOpMe | Hopme
CTOPOHbI- IMYKO, C nornosble ry6bl B BUAe | comatnyeckue pasBuUThI
[OPYroii - ANYHUK MOLLOHKM, NpeAaBepue | aHoManuu Kak rpu

BRaranuLya ro cuHgpome TepHepa
XKEHCKOMY 1nu
CMeLLaHHOMY TuMy

CuHgpom Martka oTcyTCTBYET, o xeHckomy MHTepcekcyanbHbifi | XopoLuo Hert Bbnu3ko k | MoBbiweH | B B

TecTuky- roHagpl - SU4KN VMY, BNaranuiye ™n pasBUThI BEpXHeit HopMe | Hopme

NSIpHOM 3akaH4MBaeTCs creno. rpaHuue

dheMnHn- HOpMbI

3aumm

BOKH ¢ OTCyTCTBYIOT MaTKa M | Hapy>XHUe NonoBble MHTepcekcyanbHbii | HeT Oa MosbiweH | [MoBbiweH | Mosbl- | MoHK-

KapuoTUMoM | MaTouHble TPY6bl opraHbl M0 XXeHCKOMY | Tun WweH |xeH

46 XY NN CMeLaHHOMY

T™MNy 1 cneno
3akaHuMBatoLLeecs
Bnaranuiie

KnuHnyeckun | MNpeanonoxutensHo [MnonnacTuyHbl MHTepcekcyanbHbii | HeT Oa MNoBbiweH | MoBbiweH | MNoBbl- | MoHK-

cnyyan Lenka n Teno ™n LeH XEeH
MaTku, roHafbl He
nouMpoBaHbI.

Tabnuua 3- KnuHnyeckas v ropmoHanbHas xapaktepuctuka pasHbix coopm BOKH .
KnuHuyeckast kaptuHa
Musie- 46XY 46XX
anokop- | Monosbie o
dopma BOKH reH p [opMOHanbHbIN Mapke|
pma B[] Ko cTeponb! HapyxHble HapyxHble p pkep
uabl reHuTanum reHuTanum
DyHKUMA roHas PyHKUMA roHaa

Rledbext StAR nporevna STAR CuHppom notepu | XKeHckve N

(nvnouAKas runepnnasus 8p11.2 ! ! conu vnoroHagmam rMnoroHaamam Her

HaANoYe4YHNKOB) cplle A A

CYP11A1 Cunapom notepu | XeHckue N
Oedumunt 20,22-gecmonasbl l 1 Ap P HeT
15923-g24 conn MMnoroHaanam rMnoroHaamam
MpomexyTouHble
CYP17 ApTtepuanbHas N ©30KCMKOPTUKOCTEPOH
Recbexr CYP17 10924.3 T ! rvﬁ'le pTeHsvm Grike K KEHCKMM, rMNoroHaanMam s'o TI/IKOCT(;) OH port
0t p rMnoroHaguam P POH.
MpomexyTouHble MpomexyTouHble | A5-cTeponpp:
HSD3B2 CuHapom notepu o
OedexT 3BIC 10131 l 1 conv?p P C aHaporeHusauven | 6nvke k nperHeHosnoH, 170H-
aptsd B nybeprarte KEHCKUM nperHexonH, AHEA.
CYP21 CuHapom notepu o
ednumnT 21-rugpokcunasbl /N N NPOMEeXyTOuHbI | 1770HP
A Cb 4 Ap 6p21.3 ! 1 conu/N p Yy
11-0OK
CYP11B1 ApTtepuarnbHas o no
Hedonunt 11B-ruppokcunassl T 1 N NPOMEXYTOYHBIN | 11-Ae30KCunKop-
8921 rmnepTeHsnsa
TUKOCTEPOH
Oedununt okcnaopeaykTasbl POR N/} | N NPOMEXYTOYHbI MNPOMEXYTOYHBIN 170HP, nporectepo,
u Aopeny 79112 pomexxy pomexXy 17OHnperHeHomnoH

NoroBbIX OPraHoB He 6bio); 2 6epeMeHHOCTb — NauneHTKa
[0.T".; 3 6epeMeHHOCTb — AeBo4yka 13 neT, NonoBoro pasBnTUs
HeT (kapunoTun 46 XX); 4 6epeMeHHOCTb — AeBo4yka 9 neT; 5
6epemeHHOCTb — AeBoYKa 2,5 roga.

AHaMHEe3 XXW3HW: BUPYCHbIE renatuTbl, TYOepKynés, BeHe-
pvyeckme 3abonesaHns otpuuaet. BetpsHas ocna B getcrse.
Onepauun, TpaBmbl — oTpruaert. FemotpaHcdyanm otTpmuaer.
Comartundeckme 3aboneBaHusi oTpuuaet. AnneproaHamHes
He OTSArOLLEH.

Mo mecTy xuTenbcTBa nepepj rocnuranu3auunen
npoBeeHbl cnegyLmne NccrnegoBaHus:

@I ot 08.09.18. — 6e3 natonorum

oracC or 07.11.18.- XpOHNYECKMIA NOBEPXHOCTHBbIN
racTpoayoaeHuT

TpaHcKkpaHuanbHasa ynesrpacoHorpagusa ot 26.05.18. -
Y3 —kapTuHa avnartaumm GOKOBbIX XenydoyKoB, LUMPUHA
3-ero xenygo4yka B Hopme. CMelLLeHNs CPeANHHbBIX CTPYKTYP
He BbISIBNIEHO.

OKT ot 06.11.18.- cuHycoBsas 6pagnaputmusa ¢ HCC 75-
43 yo/MuH, HopMarnbHoe nonoxeHve A0C. Anctpoduycekme

M3MEHEHUS B MMOKapae.

Y3/ OMT ot 23.01.18.- annasusa reHutanum, Tak
Ha3biBaeMbIi « MyCTOM» MarnbIvi Tas.

Kapuotunmposanue ot 20.01.18.- 3akntoueHmne: 46XY-
MYXXCKOW KapuoTun.

KoHcynbrauusa reHetmka ot 12.02.18. —3akntoveHune:
TEeCTUKyNApHas pemmnHm3aumns.

KoHcynbrauma getckoro ruHekomnora ot 12.05.18.-
BaknioyeHne: AmeHopes 1. Yucrtaa dopma gucreHesnm
roHag ¢ kapvotunom XY. AptepuanbHas runepTeHsuns.

Y3U noyek ot 22.06.18.- guddy3Hble N3MEHEHNS
napeHXuMbl NOYeK, CUMNTOM «NEepPUMEeYNSIPHOro»
KOnbLa, KOTOPbI MOXET COOTBETCTBOBATb KapTWHE
nepumeaynnsapHoro Hedpockneposa. MiccnegoBaHHbie
cocyabl npoxoaumbl. ¥Y3 OaHHbIX 3a CTEHO3 MOYeYHbIX
apTepuu He BbISIBMEHO.

KoHcynbTaumsa Hesponora ot 14.06.18.- 3aknioueHue:
OCTEOXOHAPO3 LUEeNHOro oTaena no3BoHOYHMKA. [onoBHas
6onb HanpsxxeHns (FBH). CumnTomaTnyeckas runepTeHsmns.

KT 6ptowHoi nonoctu 1 HagnoyeyHnkos ot 19.06.18.
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— KT npusHakvu nHUMZeHTanoMbl NeBOro HagnovevyHuka
(dbeoxpomoumnTomMa?) XpoHUYECKMn nuenoHegpur.
lenatocnneHomeranus. 3acToOMHbIN XONELMUCTUT.

KT opraHoB GptoWHOM NOMOCTU M 3a0PHOLWLMHHOIO
NpPOCTpaHCTBa C KOHTpacTuposaHmem oT 12.09.18.- KT-
KapTnHa obpa3oBaHWsi NMEBOro HagnovYeyHka pasmepamu
4,0x2,7x1,7 cM, xapakTepHa ans He YHKUMOHUPYLOLLEn
afeHOoMbI.

KoHcynbTauus oHkonora — yponora ot 18.09.18.-
3akntodeHne: aaHHbix 3a C-r HagnoveyHvika HeT. AgeHoma
NEeBOro HaanoYeYHrka. [lucreHe3ns roHaz ¢ kKapmoTunom XY.

ObweknuHnyeckmne aHanusbl ( OAK; OAM; BX kpoBu;
Koarynorpamma) — B npegernax HopMmbl.

[opMoOHbI KpoBu npu noctynnexHum ot 20.01.18

OCI — 51,8 mMe/ mn ( max go 20,0); I -18,4 MME/n (
0.61-15.91); actpagmon -0,407 Hmonb/n (8o 1,8); NponakTuH
-545,3 mMe/n ( y xeHwwmH B Hopme 57,0-750,0); TTI — 2,8
MMe/n (B Hopme 0,4-4,0); T4 ceBoboaHbIv -19,5 nmonb/n ( B
Hopme 10,3-22,5); TectocTepoH — 0,9 HMonb/N ( Y XKEHLWUHBI
0,0-3,5, y MmyxunH 7,5-35,4); AKTI — 225 nr/mn (Hopma o 45
nr/mn ); AapeHanuH — 21,91 nr/mn ( 8 Hopme go 110 nr/mn);
HopaapeHanuH -154,50 nr/mn ( 70-750); nodbamun -3,09 nr/
mn ( B Hopme 8o 87 ); Koptuaon -10,9 Hmonb/n (171,0-536,0).

KoHcynbraums sHgokpuHornora ot 13.09.18.- 3akntodeHue:
Yuctaa popma gucreHesuu roHag ¢ kapuotunom XY.
deoxpomountToma? JyTupeos.

O6bekTuBHO: PocT — 167 cM, Bec — 48 kr

Mpn nocTtynneHun coctossHMe cpegHen CTENeHu
TskecTn. KoxHble MOKpPOBbI YUCTbIE, TMNEpNUrMeHTaumus
KOXMW, 0COBEHHO COCKOB M 06racTu HapyXHbIX MOMOBbIX
opraHoB. TernocrnoXeHne acTeHNYECKOE, MHTEPCEKCYanbHbIN
Tmn. OBONOCEHNE B NOAMBILLEYHbIX BNagMHax u Ha nobke
ckynHoe. CTeneHb NonoBoro passutus no TaHHep : B1P1 —
OTCYTCTBME BTOPUYHBIX MOSIOBbIX NPU3HAKOB.

Mepudepundeckne numdcoyansl He nansnupytotca. B
Nerkvx AblXxaHue Be3UKynspHoe, XpUnoB HeT. ToHbl cepaua
AICHblE, pUTM NpaBunbHbIN. Mynbe 78 ygapos B MUHyTY. ALl
130/90 mm.pT.cT. XKMBOT Msrkuin . 6e30one3HeHHbINn. NevyeHb
n ceneseHka He nanbnupytotcs. CMMNTOM NOKoNa4YMBaHms
oTpuuaTenbHbi ¢ 06enx cTopoH. [uypes He HapyLweH. CTyn
— 3anopbl, FeMOPPOWA.

Status genitalis: nonoBble opraHbl chopMmnpoBaHbl
Mo XXEHCKOMY Tuny, KNUTop He yBenu4deH. Monosbie rybbl
rmnonnacTnyHel. Bxog Bo Bnaranvue cesobogHbin . AnunHa
Braranuwa 8 cMm. YpeTpa pacnonoxeHa TUMNnYHo.

PekTanbHO He ocMoTpeHa.

BbicTaBneH guarHos: uneproHagoTpPONHbIN
runoraHagnam. Yucrtas cdopma gucreHesnm roHag c
Kapunotunom 46 XY. BpoxageHHasa AnChYHKLUUS KOpbl
HagnoyYyevyHMKoB. MMnepnnasnsa NeBOoro Haamno4YyeyHuka.
O6pasoBaHne NeBOro Haano4Ye4YHuKa.

lMnaHnpoBanock NPoOBECTU OQHOBPEMEHHOE yaarneHue
OMyXOrnu NIeBOro Haano4YeYHMKa N ANCreHETUYHbIX roHaa,.

Bbino nposegeHo onepatuBHoe neveHne ot 05.12.18:
Jlanapockonuyeckas agpeHanakToMus crnesa.

PeBun3ns opraHoB manoro Tasa: mMaTtka U NpuaaTtku
He onpegenstoTca . Kakux nnbo apyrnx aHaToMuU4eckux
CTPYKTYp B Marnom Tasy He BbISIBNIEHO.

Mmctonornyeckoe 3aknioyeHue Ne24804-24812 ot
12.12.2018: mopdonornyeckas KkapTmHa COOTBETCTBYET
Y3€nKOBOW runepnnasnm KOpKoBOro 1 MO3roBOro BellecTBa
C BbIPa@XXEHHbIM IMNOMAaTo30M 1 MENKNMK POKycamu fium-
donaHOM TKaHu.

B nocneonepaunoHHOM nepuoge oTmevanach
nposiBNeHne Hagno4Ye4yHMKOBOW HEeAO0CTaTOYHOCTU, MO-
nuypus, NaTtonorusi KynupoBaHa BBEAEHWEM [IHOKO-1
MUWHEPanoKopTUKONAOB.

JlabopaTopHble gaHHble npu Bbinucke 08.12.18: MDA
ropmoHoB: AKTI — 10,97nr/mn (B Hopme [0 45); kopTu3on
-13,1 Hmonb/n ( 171,1-536,0); anbgoctepoH — 69,6 nr/mn
(25,2- 392).

Hopmanusaumsa AKTI nocne onepaummn (AKTI - 10,97nr/
M1 (B Hopme 10 45): AKTI cHM3uncst no npuHumny «obpatHom
CBSI3M» 40 HOPMasibHbIX 3HAYEHWUI B CBA3N C NPUMEHEHUEM
rMIOKO M MMHEPANOKOPTMKOMAOB B MocreonepauoHHOM
nepuoge.

ObuweknmHmyeckne aHanmsbl (OAK; OAM; BX kpoBu;
Koaryrnorpamma ) — B npeaernax HopMbi.

MoBTOpHas KoOHCynbTauMa 3HOOKPUHOMNOra nocne
onepaumm:

3aknoueHne — HapyLueHre opMupoBaHKs nona. MNMonHasi
bopmMa gucreHesmm roHag, ¢ kapmotunom 46 XY. NepBuyHbIn
rMNOKOPTULM3M MOCTOMEPALNOHHbIN (NEBOCTOPOHHbIN
ToTanbHoM agpeHanaktomus 2018r)

PekomeHgaumm 3HOOKPUHONOTA: MOXWU3HEH-
Has ropMoHanbHasi Tepanus npenapatoM MWHepano u
rntokokopTukongos Kopted 20 mr/cytkm 5 mr B 8:00 — 2
Tabnetkn, 19:00 — 2 TabneTkn nocne egbl, Acnapkam 2 1aob.
x 3 pasa nocne egpl, koHTponb K+, Na+ . HabniogeHve no
MECTY XMTENbCTBA Y SHAOKPMHOSOra U rmHeKorora.

MMHEeKonorom HasHa4yeHa 3amecTuTernbHas ropMoHarbHasi
Tepanusa acTporeHamu Ans GopMMpoBaHNUS BTOPUYHbBIX
)KEHCKMX MOMOBbIX OpraHoB: [uBurenb B HapacTatowen
posunposke o1 0,25 mr go 1,0 r B cyTKu.

Yepes 6 MecsaLeB nocre onepauun ronoBHble 60nm He
6ecnokonT, ALl B npegenax HOpMbl, OTMEYEHO YBENMYEHME
MOJOYHBIX Xenes3 go ctagun B3-4 no TaHHep, nossneHue
ckynHoro nobkoBoro osonoceHus. OgHako, no Y3U
BM3yanuanpoBaTb MaTKy He yaaeTcsi.

Y3 OMT ot 19.02.19. — B NpogomKeHmn Bu3yanmsauum
Brnaranuia nokanuayetcs rmnoaxoreHHoe obpasoBaHue,
pacnonoxeHHoe B aHTedriekcno (natepodnekcust BNeso),
NPeAnoNOXUTENbHO LWeKrka n Teno MaTku. Lenka maTkm
pasmepamu 16x11mm, Teno matkm 22x11x19 mm (?). AndHmKN
He NOLUMPOBaHbI.

dopmynupoBka OKOH4YATENbLHOrO AMarHosa Bbi3Bana
ornpeferneHHble 3aTpygHeHMs 1 HaMmu Obina cocTaBneHa
Tabnvua anddepeHumanbHbIX MPU3HAKOB PasnyHbIX opM
3a1ep>KK1 NOSI0BOrO Pa3BUTUS MALMEHTOK C KaproTmnom XY.

B Ttabnuue 1-Pasnnuunsa gucreHesunn roHag npu Y —xpo-
MOCOME C KITMHUYECKUM CIlydaeM.

[Ona Toro 4to6 UCKNIYMTL NepBOHAYanbHbIA AnarHo3
«heoxpomMmoLunToMa» BbICTABNEHHbIN 3HOOKPUHOMOINOM
[0 onepauunun, HYXXHO npoBecTn auddepeHumanbHyto
OMarHocTuKy, NpeacTaBneHHyto B Tabnuue 2.

Tabnuvua 2 - OuddepeHunansHas guarHoctuka mexay BOKH u
beoxpomoLnToMon

MoBblWweHne eHanvH
Ho30mnorus AKTI Anp
AL HopagpeHanuH.
MoHwxeH (B
cnencTeum
BOKH + MoBbiweH A
CHWXKEHUSA
KopTu3ona)
B Hopwme
(MoxeT BbITb
MOBBbILLEH MpY
KTOMMUYECKOM
deoxpo- Kpeunn
P + cekpeumn, . MNoBblILweH
MouuToma NpUBOASALLNIA
pas3BuUTUIO
cuHgpoma
MueHko-
KyweHra)
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KnuHunyeckuin
+ MNoBblILLEH

o B Hopwme
cnyyan

BeiBogbl: YuuteiBaa kapuotun 46 XY , otcytcTBue
BTOPUYHBIX MOMOBbLIX MPU3HAKOB, KNWHWYECKNE OaHHbIE:
rMNEepNUIrMeHTaLmIo KOXKN, apTepuarnbHyl0 rMnepTeHsuio,
noBblWeHHbIN ypoBeHb AKTI M NOHMXEHHbIN YPOBEHb
KopTM3ona BbisBunn criegytowyto oopmy BOKH ¢ aedektom
reHa CYP17. B Tabnmue 3 «KnnHuyeckas n ropmoHarsbHasi
xapaktepucTuka pasHbix popm BOKH» [6] BbiaeneHa rpada
C yKasaHueM [aHHoro reHa. BeibpaH MMeHHO 3TOT AedhekT
reHa CYP17 n3 « ®egepanbHOro KnmHMYECKOro nNpoTokona
Nno BEAEHUIO MALMEHTOB C BPOXAEHHOW ANCKYHKLMEN KOpPbI
HaZNo4Ye4YHUKOB B JETCKOM BO3pacTe» 0e3 reHeTnyeckoro
noaTBepXaeHus, Tak Kak B KasaxctaHe He npoBoauTcs
reHeTUYECKMIN aHanmM3 JaHHOro reHa.

B xope onepauunn nposegeHHon naumeHTke M. He
CMOIMU HaWTU AWNYKK, YYUTbIBAA KIMMHUYECKYIO KapTuHY ©
YPOBHM FTOPMOHOB, Mbl UCKMOYMNM BCe (POPMbl 3a0epXKu
NnonoBoOro pasBuTUSA Npu Y XpoOMOCOME, NPUBELEHHbIE B
Tabnuue 1.

MN3-3a TOro, 4to y nauueHTkM Gbina apTepuanbHas
rmnepTeH3ns, Mbl nposenu aunddepeHynanbHYO
aunarHoctuky mexay BAKH n dpeoxpomoumtomont. Yunteisas
KIMMHWUYECKYIO KapTWHY, @ MMEHHO: OTCYTCTBME KPM3OBOTO
nosbilweHnss Afl, conpoBoXaaloLLerocs BeretTatuBHbIMM
peakumamn, TakuMu Kak NoTNMBOCTb, TaxMKapaus, a Tak xe
HOpMarbHbIe NoKa3aTenu KaTexonamMmmHOB Ha agpeHarnuH 1
HopaapeHanuH, 6bIn NCKINOYEH AnarHo3: heoxpomoLmuToma.
[aHHble npeacTaBneHsl B Tabnvue 2.

3aknoyeHmne: HapyLeHe OPMUPOBaHMS Nona AeBOYEK
C Y XpOMOCOMOWM — OfjHa M3 caMblX CMOXHbIX Npobrnem

SHOOKPVHOMOIMM U TMHEeKornoruu, Tpebytowas ocobon ak-
KypaTHOCTM Ha 3aTanax AuarHocTuku, auddepeHumansHomn
ANarHoCTUKW, ONepaTUBHOTO NeYeHUs U NocneayoLen pe-
abunuTaumn. B kaxgom criyyae nauuMeHTkaM U X CeMbsim
TpebyeTca ncuxonornyeckasi nogaepxka.
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