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BBenenne

MCCJ’[@HOB&HI/IC pPOJIM  TCHETHUYECKHX CbaKTOpOB
IIpY pa3INYHBIX (hopMax HapYyIICHUS pEIIPOXYKTUBHOM
(YHKIIMU Y CYNPYXKECKOM Mapbl SIBJISIETCS OMHUM U3 Hau-
0oJiee TIEPCIIEKTUBHBIX HaHpaBJ’IeHHfI COBpCMeHHOfI Ire-
HECTUKU U HpI/IOpHTCTHOﬁ 00JIaCTBIO 30PpaBOOXpaHECHU .
Hamu IIPOBOIATCA MCCIECA0OBaHMA B3aUMOCBA3HU CbO]:)MI/I—
POBaHUA PCIIPOAYKTHMBHLBIX ITOTEPb B CEMbIAX C pa3jiny-
HBIM OTATOLIEHHBIM T€HETUYECCKUM CbOHOM.

PesynbraTbl

H]I)I/IBOI[I/IM OOJHO M3 KIIMHHUYECCKUX Ha6J'IIOI[CHI/H7L
Cemps 4. cocrout Ha yyete B XCMI'Ll ¢ 2000 .
O6paTtuiiack B CpoKe OepeMeHHOCTH 4-5 Henelab B
CBSI3U C OTSATOIICHHBIM aHAMHE30M (CaMOIIPOM3-
BOJIbHBIIA ab0OpT B CpoKe 6-7 Hemelb) U YIpo30i
npepbiBaHUs OepeMeHHOCTU. bepeMeHHas ObLia
OTHECEHa K TPYIIE BBICOKOIO aKyIIEPCKOIO pPH-
CKa 110 TeMOpparu4ecKuM OCJIOXHEHHMSIM, TaK Kak
P OCMOTPE BBISIBICHH (PEHOTUIIMYECKUE ITPU-
3HaKM ME30IepMaIbHOM M COCIMHUTEILHO-TKAH-
Ho#t mucrutasuu. Ilpm o00cCiIemoBaHWN BBISIBICHO
HOCUTEJIBCTBO  TOKCOIUIA3MEHHON  MH(EKIUH,
MpoBeleH Kypc JedeHuWs. B cpoke recramumm 39
Hededb poAWICSd MaldbuuK (IyTeM onepanuu Ke-
capeBo ceuyeHMe) ¢ BecoM 2600 T BbIMMCAH TOMOM
Ha 10-e cytku. B Bospacte 3-x Hemelb B CBSI3U
C IedUIUTOM Macchl Tejla peOEHOK rOCHUTAIU3U-
pPOBaH B HEBPOJIOTMYECKMIi cTaliMoHap. B (peHoTHIIE
pebeHkaobpallaau Ha ce0ss BHUMaHUE MHOXKECTBEH -
HbIE CTUTMbI IM33MOpuroreHe3a. B nanbpHeiiieM co-
CTOSIHME peOeHKa YXYALIWIOCh 3a CUET HEBPOJIO-
TMYECKO CHUMIITOMATUKK, COXPAaHWJIUCh BSJIOCTb,
TUOOAWHAMUS, Trunopedaekcus, TUIOTPodus.
Haxonuiacg B peaHMMalLlMOHHOM OTAEICHUHU, CO-
XpaHSJIUCh MeTaboIMYecKue HapylueHUsl, He-
BpoJIOTMYECKasl cuMnOToMaTuka, pBota. Cymopor
He OBLTO.

Ilpy wuccienoBaHUM CBOOOAHBIX aMMWHO-
KHMCJIOT  BBISIBJIEGHO  MOBBIIIEHHOE  BblICJCHUE
0-aMMHOAQIUMMHOBON KHUCJIOThI C MOYOI, B KPOBU
— CHMWXXKEHHUE IIyTaMuHa, TJULMHA, ajJaHuHa, Mpo-
JIMHA, TUPO31HAa, BaJIMHA, U30JeilnHa, (peHUIana-
HWHAa, JeWUMHA, OpHUTMHA. B Moue BbISIBJICH MUK
HeauddepeHIMpoBaHHOTO BelliecTBa. [1o pe3yabra-
TaM OMOXMMMYECKOro o0Ce0BaHUS 3aloA03peHa
0-aMUHOAIUTIMHOBAS allUaypHUs Yy peOeHKa.

B cBs131 ¢ BBISIBJICHHOM MAaTOJIOTUEH y peOeHKa ¢
LIEJIBIO MMPEKOHLIETTLMOHHOM TPO(UIAKTUKH CYIIPY-
ru oocnenoBanHbl B XCMI'L. M3 aHamHe3a n3BecT-
HO, UTO paHee CYIPYTH IIPOXKWBAJIN B 30HE aBapuu
Ha YADC. IIpu uuToreHeTUYECKOM UCCIAEAOBAHUN
KapuoTuil cynpyru — 46, XX, G-okpacka, 2 % xpo-
MOCOMHOI HecTabwiIbHOCTUA, cynpyra — 46,XY,
G-okpacka, 3 % XpOMOCOMHOI HeCTaOWIBLHOCTH.
Pesynbratel OMOXMMMYECKOTO OOCIeAOBAHUS MO -
TBEPOIWIM HOCUTEILCTBO CYIIpyraMM alUaypuH.
B xowmImiekc NPEeKOHLEIIIMOHHONW ITOATOTOBKH
BKJIIOU€HA WHAWBUAYaJIbHO ITOAOOpaHHAS ITHETO-
Tepanusi, Mocjie IPOBeAcHUs KOTOPOM HAaCTyIHIa
III 6epeMeHHOCTb, KOTOpasi B paHHEM CPOKeE COIpO-
BOXIAJach BBIPaXXEHHOM CIa00CTbIO, SBICHUSIMU
CHUJIBHOTO TOKCHKO3a. B cpoke 8-9 Henenb OepeMeH-
HocTb3aMmepia. [IprunuroreHeTHIECKOM UCCIeI0Ba-
HUM METOJIOM KYJIETUBMPOBAaHMS KJICTOK BOPCUH XO-
puoHa — kapuotui: 46,XX(80 %)/92,XXXX(20 %).
B maHe MpeKOHLENMIIMOHHOM Tepaluy IIpoBele-
Ha crienuduueckasi AUETO- W BUTAMUHOTEpPAIIHUS.
Ha ¢one mpoBommMmoii Tepanum HacTymuiaa IV
OepeMeHHOCTh, KOTOpasl 3aMepia B Cpoke 6-7
Henmellb. bepeMeHHOCTh TakKe IIpOTeKaja C BBI-
paXeHHBIMM  SIBJICHUSIMA paHHEro TOKCHUKO3a.
I1pu nccnegoBaHUKM BOPCHH XOPUOHA — KapUOTHII:
mos 45,X[5]/45,XX,-18[3]/46,XX [12].

YuuteiBasg maHHBIE aHaAMHE3a, JOIOJTHUTEIb-
HBIX METONOB MWCCJIeAOBaHUs, (PEeHOTUITMUECKHE
MpU3HAKM peOeHKa C o-aMMHOATUIIMHOBOM ally-
Iypueil, MOXHO IyMaTh O HAaJWYUM SIUTEHETUIC-
CKOI1 00JIE3HU Y CYNIPYroB. YUUTHIBAsI HATMYUE JBYX
MOCJIEAYIONINX TUIOJOB C MO3aMYHBIMM BapHaHTa-
MU XpOMOCOMHOI ITaTOJIOTUH, UMEET MECTO Bpej-
HO€ BIIMSIHWE Ha paHHEW CTaguy NeJeHMSI 3UTOTHI
(Henb3s UCKIIIOUUTH BO3IEUCTBHE MOHU3UPYIOLIEH
paguanyv U UHQEKIN ).

BriBog,

HaHHBI ciiydaii MOXET CBUACTEIbCTBOBATH
0 Pa3BUTHN XPOMOCOMHOI HECTAOMJIBHOCTU BCIE-
CTBUE BIUSIHUSI BPeAHBIX BHEIIHUX (haKTOPOB (pa-
ouanusg v uHbekuus). Jloza pagdauuy IpuBesia
K HapylleH1Io (OYHKLIMN FTeHOMa U CITocOOCTBOBAJIa
BO3HMKHOBEHUIO MOBTOPHOIO Ciyyas MO3au4yHO
¢GOpMBI XPOMOCOMHOI MAaTOJIOTUH.



