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Baenenue

B Hacrodliiee BpeMsi B TpakKTUKE MEAUKO-TEHE-
TUYECKOTO KOHCYJIbTUPOBAHUS BBIAESIOT SIBJICHUE
CUHTPOIMHU, a UMEHHO — HaJIMuue ABYX WUJIn OoJiee
CBSI3aHHBIX MEXOy COOO M 3aKOHOMEPHO pa3BU-
Baroluxcs 3abojieBaHUA. DTO MOTYT ObITH MyTa-
LM XPOMOCOM B COMaTUUYECKHUX KJIETKax, BEAYLIUE
K 00pa3oBaHUIO HecreUn(PUIECKUX XPOMOCOMHBIX
aHOMaJIMii, U He BeAyILIUX K ompeacieHHOMY (e-
HOTHUIY, XapaKTEPHOMY U151 OTAEABHOIO XpPOMOCOM-
HOTO CHMHAPOMA; a TakxXe pa3IMYHble HapyLIEHUS
MeTaboaM3Ma, HampuMep TurepaMMOHUEMUsSI. DTO
HapyllleHue OOMeHa BELIEeCTB, MPOSBISIOLICECS B
HEAOCTaTOYHOCTU LMKJA (EPMEHTOB MOYEBUHBI,
MNpUBOILEE K OTPABICHUIO OpraHM3Ma aMMHAKOM.

Henb. Onucanue ceMeHOro ciydasi CUHTPO-
MNUM TpaHCIOKAUWU MexXay xpomocomamu 17 u 20
y pebeHKa 1 0TlLa, MUTOXOHAPUAIbHOM TUCHYHK-
LUEN U TUTIEPAMMOHUEMHUEN.

MarepuaJibl 1 METOABI

IIpoBOomMIOCH COMATO-TeHETUISCKOE, KIIMHU-
KO-TeHeaJI0TUIeCcKOoe, OMOXMMHNIECKOE U IINTOTCHE -
TUYECKOe OOCJIeIOBaHNEe CeMbU, OOpaTUBIICHCS 3a
MeIUKO-TeHETUUECKINM KOHCYJIBTUPOBAaHNEM B CBSI-
34 ¢ 3aboJjieBaHMEeM peOeHKa U JaJbHEUIIUM Ijia-
HUpoBaHHeM OepeMeHHOCTH. KapmorurnmpoBaHue
MIPOBOIMIIOCH 10 OOIIEITPUHSTBIM METOIUKAM KYJIh-
TUBUPOBAHMS KJIETOK in Vitro, IIpUTOTOBJIECHIE XPO-
MOCOMHBIX TIpPeTTapaToB ¢ TpUMEHEHNEM PYTHUHHO-
ro n quddepeHINATBHBIX METOIOB OKPAITNBaHUS,
aHaJIM3 XpOMOCOM Ha KOMIIBIOTEPHOI ITMArHOCTH-
yeckoil cucteme Metasystems pupmbl Carl Zeiss.

Pe3ynbTaThbl Hcce10BaHMIA

Cembs obparunack B XCMI'LI B ¢cBs13u ¢ 3a00-
JieBaHHEM pebeHKa — 3alepxKKa ICUXOMOTOPHOIO
pa3Butus. PebeHok neBouka 3 et ot II 6epeMmeH-
HOCTH, [-X (pU3MOJ0rMYeCcKrX pOAOB B CPOKE recra-
uu 40 Hen. Macca npu poxaeHuu 3750 rp., pocT
52 cm. IIpu nepBUYHOM OCMOTpPE (PEeHOTUIMTUYECKU
oOpaluaiu Ha cedsl BHUMaHUE: HOPMOCTEHUYECKOe
TEJIOCIOXEeHNE, OJIEAHOCTh KOXHBIX ITOKPOBOB,
MOBEPXHOCTHOE PACIOJIOKEHIE TOIKOXHBIX BEH,
Opaxuuedanus, IUPOKOE JIUIIO, ToJayObie CKie-
PBI, KOPOTKMIT HOC, TUTIEPMOOMIBHOCTb CYCTaBOB.
PonmocnoBHasi oTsrolieHa cepaeYHO-COCYyAUCTO Ma-
TOJIOrMei (BapuKO3HOE pacllMpeHe BeH, UHCYJIBT).

M3 aHamMHe3a ceMbM MU3BECTHO TaKXXe, YTO ObLIO 2
OepeMEHHOCTH, 3aMepIINE B CPOKE 7 HEAENb TecTa-
nun. deHotrIr poaureseit 6e3 0COGeHHOCTEIH.

N3 OuoxuMuueckux M3MEHEHUN KpoBU 00-
HapyXeHO IOBBILIEHWE YPOBHS JIAKTaTAETUApOre-
Ha3el — 534 (tipu Hopme 1o 395 Ex/m), 9yTto Moxer
CBUIETEJILCTBOBATh O MUTOXOHAPHUATBHOU AUCHYH-
Kuuu. OTMEYEeHO TaKXKe IMOBBILIEHWE YPOBHS aM-
Muaka 1o 76,89 (rmpu Hopme 18-72 MKMOJIb/J1), 4TO
YKa3bIBaeT Ha HaApylLIEHUE B IIMKJIE MOYEBUHOOOpa-
30BaHMS - TUIIEPAMMOHUEMMIO.

3aboneBaHre TUNEPAMMOHUEMUS OOYCIIOBIIE-
HO reHEeTUYECKU ACTEPMUHUPOBAHHBIM 1€DULIUTOM
N-anetunrayraMaTCUHTETa3bl, 0bOecTeYrBaloei
cuHTe3 N-aleTuariyramara, KOTOPbIA CITYXUT aK-
TUBATOPOM TIEPBOro 3Tala IMKJIa OOpa3oBaHUS
MOYEBUHBI. TUIT HacJleqOBaHUS — ayTOCOMHO-pe-
neccuBHblii. TeH NAGS nokanu3oBaH Ha JJIWH-
HOM ILTeue xpomocoMbl 17, B pernone 17q21.31.
HMcxonst 3 3TUX JAHHBIX, POAUTENN SIBISIOTCS Te-
TEPO3UTOTHBIMU HOCHUTEISIMMU JAaHHOM IAaTOJIOTUM.
BripaxkeHHbBIE KIMHUYECKHWE ITOKa3aTeu y peOeHKa
CBUIETEJILCTBYIOT O IMPOSIBIIEHUN JAaHHOW MyTalluu
B MIPU3HAK.

Kapuotun mnpobannma: 46,XX,der(17),t(17;20)
(p13;ql11). Kapuotun otua - 46,X¥Y,der(17),t(17;20)
(p13;ql11); xkapuoTun marepu: 46,XX.

Cpenu XpOMOCOMHBIX aHOMaJIUA Y CyIpyKec-
KMX Map HauOojee 4acTo BCTpevaroTcs cOalaHCH-
pOBaHHbIE TPAHCIOKALKMU, IPU KOTOPHIX, KaK Ipa-
BUJIO, (PEHOTUIT CYIIPYTroB HOpMalbHbI. PebeHok
MOXET yHacJedoBaTh TaKyl Xe cOaJlaHCHMpOBaH-
HYIO TpaHCIOKaIIMIo, KOTOpasi €CTh y poautens. s
HOCHUTeJIeN cOTaHCUPOBAaHHOW TPaHCIOKAIIMU CY-
ILIECTBYET MOBBILIEHHBIN PUCK POXICHUST peOeHKa
C OMpeneleHHOU CTeNeHblo 3adepXKu. Penmpoayk-
TUBHBIE ITOTEPU B CEMbe 00YCIIOBJEHBI CTPYKTYPHOI
XPOMOCOMHOW IMaTOJIOTHEN Yy MyXKa.

BbiBoapbI:

CornyTCTBYIOLLIME  XPOMOCOMHOM  MaTOJIOTMU
0OMEHHBIE HapyIIEHMS TTO3BOJISIIOT Moao0paTh 3¢-
(beKTUBHBIE WHIWBUAYaJIbHbIE peaOMIMTALIMOHHBIE
MEpPOINPUATUSI, HallpaBJIeHHbIE Ha JieueHUe U Yyiayd-
ILIeHHEe KauyeCTBa XXU3HHU MalueHTa. D GheKTUBHO M0-
MOYb TaKUM CEMbSIM U30eXKaTb pOXKAeHUST OOJILHOIO
pebeHKa MOXeT ITpOBeAeHUE MTPeHAaTaIbHOMN IMarHoc-
TUKU — LIUTOTeHETUUECKOE UCCIeAOBaHNE TUI0A.



