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YK 577
E.C.bpununckas (4 kypc, kad. b®), B.B.Eropos, acn. (I'Y HUMO5M PAMH)
[TOMICK MYTAILIMM B DK30HE 11 TEHA KALI
bomesnp Kampmana — Tspkenmoe 3a0oJieBaHME, XapaKTEPU3YIOIIEECS  BPOXKIACHHBIM

M30JIMPOBaHHBIM MJMOMATUYECKUM TUIOTOHAJOTPONHBIM TMIOTaHOJU3MOM W aHOCMHEH. Y
My>XUUH ¢ cunapomoM Kaibmana o00HapyXuMBalOT AaHOCMHUIO KaK CJEICTBUE HEIOpPa3BUTHUSA
OOOHATENBHBIX JOJEK M TUIOTOHAAM3M, BTOPUYHBIM 1O oOTHomeHHIo K Jepunury GnRH.
Kenmunbl, Hecymue ne(QEKTHBI I'eH, UMEIOT YAaCTUYHYIO WIM THOJHYI0 aHOCMHIO. Y MYXKYHMH
6one3up Kanpmana Bctpeuaercs B cpenneM ¢ yactoroit 1/10000, y skeniuH — ¢ yactoroit 1/70000.
I'en KALI1, orBewaromuii 3a CIEIUICHHYIO C X-XpoMocomoi (opmy OOJe3HU, KOAHPYET
0€0K aHOCMMH, WIPAIOUIMH KIIOYEBYIO POJIb B MUTPAllMU TOHAJAOTPONMH-BBICBOOOXKIAIOIIETO
ropmoHa (GnRH) wu oOonsTenbHBIX HEWpOHOB B runoraigamyc. I[lomMumo X-cremieHHOM,
CYLUIECTBYIOT ~ayTOCOMHbIE — JIOMHMHAaHTHas ¥ peLeccuBHas — (QopMbl 3a00JeBaHUS.
deHOTUIIMYECKHE MPOsBIEHUs Tpex (opm OosesHu KambMaHa BechbMa CXOJHBI, HO CBSI3aHBI C
nepekTaMu Ha pas3HbIX YPOBHSAX TOPMOHAIBbHOM pEryssiiiu pa3BUTHsS, U TO3TOMY TpeOyroT
pasznuuHoil Tepanuu. CBoeBpeMeHHas nuarHoctrka aegekrtoB B reHe KAL1 nmo3BoisieT Ha3HAYUTH
HOCHTEIIIO MyTAallUd TOPMOHAJIBHYIO TEPAINIO, HAIIPABJIICHHYIO Ha YJIY4IIEHHUE €r0 Ka4eCTBa KU3HH.
Henpto uccnenoBaHus SBISICS TMOMCK MyTauumid U nonumopdusmoB B reHe KALL y
NanueHToB ¢ cuHapomoM KanbMmana. [l 1OCTHKEHHUS 3TOM Lenu ObUIM MOCTABIIEHBI CIEAYIOIINE
3a/1a4n:
- coznath koyuekuuio JIHK nmanuenros ¢ cunagpomom Kanbmana;
- IOJIY4YUTh TPOAYKT moiumepasHod nenHoil peakuuu (IILP — mpoxayxt) 11-ro sk30Ha rena
KAL1 nanuenTtoB ¢ cunapomoM Kanbmana;
- mpoBecTHu nouck neneruit 11-ro sx3ona rena KAL1 B umeromeiicst komeknuu JJHK;
- IPOBECTH aHaJIU3 KOH(GOPMALMOHHOTO MNOJUMOp(U3MA OJHOHUTEBBIX CTPYKTYyp (SSCP-
ananu3) nonydeHHsIx [TI[P-nponykToB;
- Ha ocHoBaHUMU SSCP-aHanu3a npoBecTH 0TOOp MPOO /17151 CEKBEHUPOBAHMSL.
bouta Beigenena renoMHas JIHK 16 mnaunueHToB ¢ (EHOTUNMYECKUMHU MPOSBICHUSMU
cunapoma Kanpmana. Bee nccnenoBanHble MallMeHTH! SIBISIIUNCH TPOOAHIaMHU MY>KCKOTo moja 0e3
XPOMOCOMHBIX HAapyUIEHHH, TO €CTbh HECIM TOJBKO IO OJHOM KONUU X-XpPOMOCOMBI.
@parmeHTannoo U KonuuecTBo BblaeneHHOM [IHK aHanm3mpoBamu ¢ MOMOIIBI0 TOPU30HTAIBHOTO
anekTpodope3a B arapo3HOM Telie C HCIOJb30BaHHWEM CTAaHJAPTHBIX MapkepoB. [IIP ¢
UCIOJb30BaHUEM BceX 00pa3loB OaHKa IMOKa3aja, 4TO B HCCIEIyeMOil Ipymme OTCYTCTBYIOT
MAIMEHTHI, Hecylye aeiennto 11 3K30Ha, Tak Kak BO Bcex mpobax oOHapysxwuaics [1LP-npogykr
COOTBETCTBYIOLIEH MojekyssipHoi Maccel. IIpu mpoBenennn SSCP-ananusa ObLn 0OHapYy’KeHBI
Tpu marnuenta, [NIP-nmpoxykTer JJHK KOTOpBIX MpOSBISIIA aHOMAaIbHYIO 3JEKTPOPOPETUUECKYIO
NOJBMKHOCTE. Bcero nHabmonanocs T1pu Ttuna SSCP-maTtTepHOB: OJMH  COOTBETCTBOBAJ
HOPMAJIBHOM MOCIEA0BAaTeNIbHOCTH HyKieoTuaoB III[P-iponykra, BTOpOM BCTpedalcs y IBYX
MALUEHTOB, TPETUN — y OJHOIO MAIUEHTA.

I[aHHI:Ie pe3yanaTH IIO3BOJIAKOT HpCHHOHO)KI/ITB HAaJIM4YHue I/I3MCHCHI/If/'I ABYX THUIIOB B
HyKJICOTHAHOW mocnegoBaTtenbHocT 11 sk30Ha rena KALl Tpex mNamueHTOB C CHHAPOMOM
KaJIBMaHa. OKOH‘-IaTeJIBHLIC BBIBOJIbI OTHOCHUTCJIBHO pOHI/I 9TUX I/IBMeHeHI/Iﬁ B paSBI/ITI/II/I
3a00J1€BaHUs MOXKHO OYJEeT CIeNaTh TOJBKO IOCJIE CEKBEHHPOBAHUS OOPA3IOB, IMPOSIBISIONINX
AHOMAJTBHYIO JEKTPO(HOPETUIECKYIO MTOABUKHOCTH KOHPOPMEPOB.



