46 HAYYHbLIE BEAOMOCTU ﬁ?& Cepus Meguunra. apmanms. 2010. Ne 16 (87). Beinyck 11

VAK: 616-053.1-056.7:575.1/.2

HCCNEAOBAHME KNHHWYECKOTO 3cb<bEKTA IMUTEHETUUECKOH H3MEHYMBOCTH
HA PAHHUX 3TANAK OHTOTEHE3A

B crathe paccMaTpuBaeTcA 3ajadya UCCIETOBAHUA KJIH-

H0.b.Ipeuanunna Hryeckoro sddexra snureHeTHUECKOH H3MEHYHUBOCTH HA
EB. byraeea paHHUX DTanmax OHTOIeHe3a M ee BKIaJ B pa3BUTHE aHTeHa-
T.0. Anvesa TAMBPHOU ruberb wroza. IIpoBeneHre aHAIM3a PENPOLYKTHB-

HBIX IIOTEPh NPU COYETAHUN Y POJUTEIEH XPOMOCOMHOIO II0-
JumopdusMa U NOJIMMOP(U3MOB I'eHOB (OJIATHOrO ILHKJIA
MO3BOJIAT Pa3paboTarh MHAWUBUAYAIbHBIE MepPbl HPOdHIaK-
THKU TaKUX HapyIIeHUH, CHU3UTh YACTOTY aKyIIEePCKUX U Te-
HETUYECKUX OCJIOKHEHUH.

Xapvroeckuil cneyuaausuposaHHbil
Meduko-zeHemuyeckuili yeHmp,

xagedpa meduyunckoit cenemuxu XHMY,
Xapvkoe, Ykpauna

e-mail: mge@ukr.net KirroueBble ctoBa: SuureHeTnyecKkas N3MEeHINBOCTh, OH-
TOTEHEe3, AaHTEHATAJIbHAA THOEIb IUI0/a, TPOQUIAKTHKA.

Beeaenue. 113BeCTHO, UTO yZ€IbHBIN BeC BPOXKAEHHBIX U HACJIEIACTBEHHBIX 3a060-
JIEBAaHUU He TOJIBKO KaK IPUYUH PEIPOJIyKTUBHBIX IIOTEPH, HO U BOOOIIE B IATOJIOTUH Ye-
JIOBeKa, YPe3BbIYAHO BeJUK. B HacToslnee BpeMs IepCHeKTUBHBIM HalpaBjieHUeM KJIU-
HUYECKOH TeHETHKHU ABJSeTCS pa3padoTka MHANBUAYAIBHON MIepBUYHON (IIpEKOHIIEIIIN-
OHHOH) W BTOPUYHOU (IIpeHaTATIbHOU) NPOQGIIAKTUKH BPOXKAEHHOU M HACIeqCTBEHHOMH
MIaTOJIOTUU HA Pa3HBIX 3TAalaX PAHHETO OHTOreHe3a: IperaMeTHYecKOM, IIPe3UTOTHIECKOM,
3MOpUOHATILHOM U deTalbHOM [1, 3, 7].

JlokazaHo, YTO JIJIsi HOPMaJIBHOTO WHJUBU/IYQJIPHOTO PA3BUTHUSA U Peayiu3aluu re-
HETHUYEeCKON INpOrpaMMbl OHTOTEHe3a CYyILIeCTBEHHOe 3HaueHHe HMeeT 3IUTeHeTHYecKas
PETYJISAIUS AKTUBHOCTU T€HOB, O0YCJIABIUBAIOIINX YCTAHOBJIEHHUE U MOJJEPKKY UX Aud-
dbepennuanbHOM 3KCIpeccuu [2, 5].

[Tpobema BKIaa AaHOMAJIBHBIX SIMUTEHETHYECKUX MOANMUKAINN reHOMa B Hapy-
HIeHHe SMOPUOHAIIBHOTO TIEPUO/IA OHTOTEHE3a, KOTOPBIU y YeJI0BEKA XapaKTePU3yeTCs Bbl-
COKOM 4aCTOTOH pelpOAYKTHUBHBIX OTePh (IpUMeEPHO 60% 3UTOT 3JIUMUHHUPYETCS Ha IIpe-
Y PAHHUX MOCTUMILJIAHTAIIMOHHBIX 3TAIAX PA3BUTHUA, a 15-20% HepeMeHHOCTel CIIOHTAHHO
IIPephIBAIOTCA TeUeHUe 1-T0 TPUMECTpa), B MOCJIeAHNEe TOAbl UHTEHCUBHO U3Y4YaeTCs Bey-
ITUMHU TeHETHKAaMU Bcero Mupa [4, 9, 11].

[TpuopuTeT B UCCIENOBAHUY SMIUTEHETUYECKUX OOIE3HEN B YKpauHe IPUHAJJIEIKUT
XappKOBCKOH  IIKOJIe  KJIMHUYECKOM TeHeTUKW, KOTOPYIO  BO3IJIAB/ISAET  UJIeH-
xoppecnoHzieHT AMH VYkpaunsl, npogeccop E.f. I'peuanuna. [Ipeasiayiue ucciaenosa-
HUS COTPYAHUKOB YKPAWHCKOTO HWHCTUTYTA KJIHMHUYecKoW reHeTuku XHMY mossosmiu
YCTaHOBUTDH B3aUMOJ€UCTBHE AJJIEIbHBIX T€HOB, HAXOAAIINXCSA B TETEPO3UTOTHOM COCTOSI-
HUY, YTO IPUBOJUT K YHACIEJOBAHHOMY U3MeHEHUIO SKCIIPECCHU OJHOTO U3 ajUiesiedl (ma-
paMyTaInuu), Ha TpUMepe HEKOTOPBIX MeTa00JIMUECKUX HAPYIIEHUH; CBA3h U3MEHEHUS Te-
TEPOXPOMATHHOBBIX PETHOHOB XPOMOCOM U HapyIIeHHUH (OJIaTHOTO LUKJIA C MHOTUMU de-
HOTUIIWYECKUMU IIPOSBJIEHUSAMU CO CJI0KHBIM MeXaHu3MoM ux ¢gopmuposanusd [6-8, 10].
ATO NO3BOJIWIO ONPENETUTH CIIEKTP AITUTEHETHUECKUX O0JIe3HEN B PErHOHE UCCIIeIOBAHUS.

IMests paboOTHI: OIIpeieTuTh KIMHUYECKUH 3 eKT srureHeTUYECKOU U3MEHYUBOCTH
HA PAaHHUX JTalax OHTOTEHE3A U ee BKJIA/ B PA3BUTHE AaHTEHATAIBHOU THOesTH ILI0/1A.

Marepuajsbsl 1 METOABI MCCIEAOBAHUA: CpPeAU ceMel, OOpaTHBIIUXCA B
XCMI'I B cBA3M ¢ HAIUYHEM PENPOAYKTUBHBIX IOTEPh, OBUTH OTOOPAHBI MAPHI ¢ AaHTEHA-
TaJIbHOU TUOeNbI0 IJI0/1a B aHaMHe3e. CynpyraM IpPOBOAWUIOCH COMATOTEHETHYECKOE HC-
CJIeJOBaHUE C CHHAPOMOJIOTHYECKUM aHAIU30M, aHAJIN3 POJOCIOBHOM; TUTOTEHETHIECKOE
ucciaegosanue (G,C-okpacka); BbICOKO3¢ GeKTUBHAA KUAKOCTHAA XpoMaTorpadusi aMUHO-
KHUCJIOT ¥ TOMOIIMCTENHA KPOBH; MOJIEKYJIAPHOE UCCIeOBaHUE MOJIUMOPOU3MOB B TeHax
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cucTeMbl QOJIATHOTO ITUKJIA, (DAKTOPOB CBEPTHIBAHUSA KPOBH, OIIpeJieJIeHUE YPOTEHUTATb-
Hb1x uHbeknui 1 TORCH-koMmTekca (MeTogoM oTuMepasHOH EMHON PEAKITUN ).

PesyabTaTrhl 1 NX 06cy:kaeHne. HaMu IpoaHaIM3UPOBaHbI 2 KIIMHUYECKUX Ha-
OJII0eHUSL.

Hao6arogenue 1. [Tapa II. (cynpyra 25 ser, cynpyr 27 jieT) Obljla HanpaBjieHa B
XCMI'I] anst yTOYHEHUS TUATHO3a U TAKTUKU BEJEHUS B CBA3U C OTATOILIEHHBIM aKyllep-
CKMM aHaMHe30M: | 6epeMeHHOCTh 3aKOHYWJIACH CAMOIIPOU3BOJIbHBIM abopToMm (c/a) Ha
MaoM cpoke, IT — 3amepsa B cpoke 8 Hefenb. [{[uToreHeTnueckoe MccjieIoBaHue 3MOpUO-
HOB HE TPOBOJAWUIIOCE.

W3 aHaMHe3a KU3HHU U3BECTHO, YTO JKEHITUHA B JETCTBE CTpajasia TpoMOOIUTOIe-
HHUEU HEeSICHOTO TreHe3a, MEHCTPYyalllH C 13 JIeT PeryJspHbIe 10 23 JIeT; B 23 rojia — IpPOU-
30IIJI0 y4allleHHe IUKIa (Kaskable 15 JHEeH JAJIUTeIbHOCTBIO 5 JHeH), Oblaa JUATHOCTUPO-
BaHa THNOQYHKIUA AUYHUKOB, IpoBeAeHo jedeHre. Ha momeHT nocrynnenus B XCMI'L]
3KaJI00BI OTCYTCTBYIOT, MEHCTPYAIBbHBIN ITUKJI PETYJIAPHBIN (22 THS).

VY cympyra Ha MOMEHT OCMOTpa kaa00 HeT, OJJHAKO U3 aHAMHe3a KU3HU U3BECTHO,
YTO y €ro HepBOH KeHbl Oblia 0fHA HepeMeHHOCTh, 3aKOHUMBIIASCA TAaKXKe ¢/a Ha MajioM
CpOKe.

B denoTune 060ux cynpyros obpaiaer Ha cebsS BHUMaHUE «MPaMOPHOCTB» KOXK-
HBIX IIOKPOBOB, IIPU3HAKH Me30[epMabHON AUCILIA3UH. AHAIU3 POJOCIOBHOUN BBISIBIII
OTATOIIEHHOCTh MHOYKECTBEHHOU CEePIEUHO-COCYUCTOM, TICUX0-HEBPOJIOTUUYECKOU U OHKO-
TIaTOJIOTUEN.

Ha ocHoBaHWU JaHHBIX aHAMHe3a, 0COOeHHOCTelH ()eHOTUIA U aHATIN3a POIOCIOB-
HOU y CynpyroB ObLIO 3amoI03peHo HapylleHue dosiaTHoro ukia. JuddepeHIuaibHbINH
JINAaTHO3 IIPOBOJUIICS C XPOMOCOMHOM HAaTOJIOTHEM.

Pe3ybraThl JOTIOJTHUTETBHBIX METOOB UCCAEAOBAHUS:

Cynpyra Cynpyr

46, XX, 1gh+, 46, XV, 1 (6;15)(q27;914),
Kapuorun G,C-okpacka, G,C-okpacka,
1% XpOMOCOMHOM HeCTAGHIBHOCTH | 1% XPOMOCOMHOM HecTaGHIbHOCTH

B27KX
AMUHOKUCJIOT, B Npejiesax HOpMbl B Npejiesax HOpMbl
TOMOIIUCTENH KPOBHU
TORCH,
MHUKOILIAZMA,
XJTAMHAINA,
ypeoIuiazma

OTPHUIIATEILHBIH PE3YJILTAT OTPHUIIATEILHBIH PE3YJILTAT

nosmumopoduzM 66 A—G (I22M) B
I'ennl dosaTHOTO 1IUKIA reme MTRR moIMMOPGU3MBL HE OGHADPYKEHBI
B FTOMO3UT'OTHOM COCTOSHUH

daxTopsl

P nomumopdram R353Q Brene F VII B
CBEPTHIBAHUSA TMOTUMOPDUBMBI He 0GHAPYKEHBI
KPOBH TeTePO3UTrOTHOM COCTOAHHUU

Takum 006pa3oM, B JAHHOM CJIyYyae MOKHO MPEIOJI0KUTh, UTO COYETAHUE XPOMO-
coMHOTO nostuMopdusma ¢ gebunuroMm ¢epMeHTOB GOJIATHOTO UKIA (METHOHUHCHUHTA-
3bI-pEIyKTa3bl) V JKEHBI M COUETAaHWE PEIUIPOKTHON TpaHciaokamuu t (6;15)(q27;q14) ¢
nedunurom dakTopos ceepThiBaHUA KpoBH (F VII) y My:ka IpUBesIO K HAPYIIEHUIO Perpo-
JIYKTUBHOU (QYHKI[UM CEMBbU U AaHTEHATATBHOU rubeiu SMOPUOHOB.

Hab6uaroaenue 2. Cembs f. cocrout Ha ydyeTe B XapbKOBCKOM CIELIMATU3UPOBAH-
HOM MeJUKO-TeHETHYECKOM IIeHTpe ¢ 2000r. Obpartuiack B cpoke 6epeMeHHOCTU 4-5 He-
JleJIb B CBSI3U C OTATOLIEHHBIM aHAMHE30M (CaMOIIPOU3BOJIBHBIN abOpPT B CpPOKe 6-7 He-
nenb). [Ipu obpaleHnn KeHIUHA TpeIbIBIIsia Kanobbl Ha nepuoguyeckrue 60Iu BHU3Y
JKUBOTA, TOITHOTY. B cpoke GepeMeHHOCTH § He/lesIb HAXOAWIACh HA CTAI[UOHAPHOM Jieue-
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HUM B CBSI3U C YIpo30U mpepbiBaHus GepemeHHocTU. [Ipu obcieoBanuu y GepeMeHHOM
BBISIBJIEHO HOCHUTEIBCTBO TOKCOIIasMeHHOU uHpeknuu. ITpoBeneH Kypc coxpaHSOIen
Tepainuy, a B CpoKe 16 HejesIb IPHU IOBTOPHOM CTAI[MUOHAPHOM JIEYeHUU IIPOBE/eHa CaHa-
nusa ovaroB nHdeknuu. bepeMeHHOCTs TpOTeKasa ¢ MPU3HAKAMU MaTEPUHCKO-TLIOAOBOM
nHGEKIUY, YIPOo3bl IpephIBaHusA HepeMeHHOCTH, (PEeTO-IIAeHTAPHON HEJOCTATOYHOCTH.
BepemeHnHas 6bpLIa OTHeCeHA K TPyHIE BBICOKOTO AKYIIEPCKOTO PHCKA IO TeMopparude-
CKHM OCJIOKHEHHAM, TaK KaK IIPU OCMOTPe BBIABJIEeHbl QEHOTHIINYECKHE ITPU3HAKH Me30-
JlepMasbHOU U COeUHUTEILHO-TKAHHOM JUCIIa3uH. B cpoke recranuu 39 HeJieslb POJUII-
¢S MaJIbuUK (IIyTeM ollepaluu KecapeBo ceueHre) ¢ BecoM 2600,0, BBITUCAH JOMOH Ha 10-
e cyTKu. B Bo3pacre 3-x Hezlesb B CBA3U ¢ AeUIUTOM MacChl Tejia peGEeHOK TOCIUTATU3U-
poBaH B 0061aCTHYIO JleTcKy10 OoapHUILy. IIpu ocmoTpe: B peHoTHIIE pebeHKka obpamanu Ha
cebss BHUMaHMe: posuxouedanuueckas ¢opMa TOJIOBBI, JJIUHHBIN (GUIBTP, LIUPOKAS
CHUHKA HOCA, TEJIEAHTHUIKTA3UU B 00JIACTH IIEK, TOIyOble CKIIEPHI, HU3KO PACIIOIO0KEHHbBIE
YIIHbIE PAKOBUHBI, KOPOTKAs TPYAUHA, HIUPOKOE CTOSIHUE COCKOB, JJIMHHBIE MAIbIbl KHC-
Tel, KJIMHOJAKTUINA V HajblieB CTOI, HU3KO PACIIOJIOKEHHOe IMIyIIOYHOe KOJIbLIO, PABHO-
MEepHO CHU?KEHHAS TOJIIINHA TTOJKOKHO JKUPOBOTO cJi0s. PeGeHOK Mosy4yan JOKOPM a/iar-
TUPOBAHHBIMU MOJIOYHBIMU CMeCSIMU. B layibHeleM cocTossHue pebeHKa yXy/IUInIoch 3a
CYeT HeBPOJIOTUYECKOM CHMHOTOMATHUKH, COXPAHWINCH BSJIOCTh, TUIIOAUHAMUSA, TUNIOped-
siekcus, runorpodusa. Haxoauncs B peaHUMAallMOHHOM OT/AEJeHUH, COXPAHSIINCh MeTabo-
JINYecKVe HapylleHUs, HEBPOJOTHYECKAss CUMOTOMATHKA, pBoTa. Cyaopor He Obuto. [Ipu
obcnenoBanun y pebeHka BoisiByieHo noBbimenue 17 KC no 2,5 (N=0,95-1,73); runonepdy-
315, OTEK, KOMIIPeCCHs KeJIyJOUYKOB IIpU MpoBeleHHU HelpocoHorpaduu. IIpu uccaeno-
BaHUU  CBOOOJHBIX  AMUHOKHCJIOT  BBISIBJIEHO  TOBBIIIEHHOE  BbIIEJEHUE -
aMHUHOAJUIIMHOBON KUCJIOTHI C MOYOM, B KPOBU — CHIIKEHHE TJIyTaMUHA, TJINI[UHA, aJaHU-
Ha, NPOJINHA, TUPO3WHA, BAJIMHA, U30JeHIINHA, deHWIIaHuHA, JeHIInHA, OpHUTHHA. B
Moue BBIsIBJIeH MUK HequddepernupoBanHoro BemectBa. [1o pesyapraTam 06caenoBaHus
3aI0/I03peHa (-aMUHOAIUITHHOBASA alUAypust y pebeHKa.

B cBsi3u ¢ BBISBJIEHHOU IATOJIOTHEH y pefeHKa ¢ eI MPEeKOHIENIHOHHON Po-
dunaktuku cynpyru obciemoBanbl B XCMI'TI. IIpu IUTOTEHETHYECKOM HCCIENOBAHUU
CYIIPYTOB — METOJOM KyJIbTUBHUPOBAaHHUA Nepudepudeckux JUMEAOIUTOB — KAPUOTHUI —
46,XX, G okpacka, 2% XpOMOCOMHOU HeCcTabWIbHOCTH, 46,XY, G oKpacka, 3% XpoMOoCcoM-
HOU HecTtabuwibHOcTU. [loTyueHble pe3yabTaThl OUOXUMUYECKOTO 00C/IeOBAHUS TIOATBED-
JIJTH HOCUTEJIBCTBO CYyIIPyraMU alju/IypHuu.

B xoMILIeKC TpPEeKOHIENIMOHHON MOATOTOBKH BKJIIOYEHA WHAWBUIAYAJBHO MOA00-
paHHas JUeTOTepanusd, ocjie MPOoBeAeHUs KOTOpol HacTynuaa 6epemenHocts (I11), koro-
pasg B paHHEM CpPOKe COIPOBOXKAAIACH BBIPAKEHHOU CJIA0OCTHIO, SIBJIEHUSIMHU CHJIBHOTO
TOKCUKO3a. B cpoke 8-9 Henesb GepeMeHHOCT 3aMepiia. [Ipu IUTOreHETUYECKOM HCCIe-
JIOBAaHUU MeTOJOM KYJIbTHUBHPOBAHUSA KJIETOK BOPCHH XOPHOHA — KApPUOTHO —
46,XX(80%)/92,XXXX(20%).

OuenuBass naHHble GHOXUMHYECKOTO HCCIIEOBAHUSA CYNPYroB U pebeHKa MOIKHO
JlyMaTb O HAJIMYHU [JIyTapoBOH anuaypuu I Tuna. B miaHe mpeKOHIENIMOHHOUN Tepanuu
IpoBeJieHa crienuduyeckas AUeTo- U BUTaMuHoTepanusa. Ha ¢boHe mpoBoguMol Tepanuu
Hactynwia 6epemenHoctb (IV), koTopast 3amepsia B cpoke 6-7 HeZleb. bepeMeHHOCTh Tak-
JKe IPOTeKasIa C BBIPAYKEHHBIMU SBJIEHUSAMU PAaHHETO TOKCUKO3a. [Ipu muroreHeTHYECKOM
HCCIeOBAHUN BOPCUH XOPUOHA — KAPUOTHUII — Mos 45, X [5]/ 45,XX, -18[3] /46,XX [12].

YuutsiBasg JaHHbIe aHAMHE3a, JIOIIOJIHUTEIBHBIX METO/IOB UCC/Ie/IoBaHusA, eHOTH-
UYecKre IPU3HAKHU pebeHKa ¢ 0-aMUHOATUITMHOBOM alfuAypuel, MOKHO JyMaTh O HAJIU-
yuu y pebeHKa XpOMOCOMHOU O0Ie3HH. YUUTHIBAs HAJTUYUE JIBYX HOCIAEAYIOMIUX IIJIOZIOB C
MO3aUYHBIMHM BapUaHTaMH XPOMOCOMHOMU IMATOJIOTUH, UMeeT MeCTO BpeJHOe BJIUSHHUE Ha
paHHEH CTaAuu JIeJIEHUS 3UTOTHI (HeJIb3S HUCKIKYHUTH BO3J/IEHCTBHE MOHU3UPYIOIIEH pa-
JUanuy U UHQEKInn).

JIaHHBIN cIy4all MOKET CBUIETEJIbCTBOBATH O HAPYLIEHWM KOMIAKTH3aluu/ Je-
KOMITaKTU3aI[UU XPOMAaTHHA BCJIEJCTBUE BJIUAHUSA BPeIHBIX BHeIIHUX GakTopoB (MHbEK-
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us, paguanus). Jloza paguanuu npuBesia K HAPyLUIEHUI QYHKIUU TeHOMA U COCOOCTBO-
Basla BOBHUKHOBEHHIO IIOBTOPHOTO CJIyYas MO3aUYHOU POPMBI XPOMOCOMHOM IATOJIOTHU.

BeiBoasbi. C Hallell TOYKH 3peHUs, IePCIeKTUBHBIM HalpaBjleHHEM B U3yYeHUU
KJIUHUYECKOTO 3¢ deKTa 3MUreHeTHIeCKON M3MEeHYMBOCTH HAa PAHHUX 3Talax OHTOreHe3a
AIBJIAETCA NMPOBeJeHNe KOPPeJIAUOHHOTO aHaIN3a PenpoAyKTUBHBIX OTEPh IIPU codeTa-
HUY Y POAUTEIEH HAPYIIEHUH KOMIIAKTU3AIUN/AeKOMIAKTU3AI[UU XPOMAaTUHA U Teuiiu-
Ta (epMeHTOB (OJATHOTO IUKJIA U/WIU (HAKTOPOB CBEPTHIBAHUSA KPOBU. JTO MO3BOJIUT
pazpaboTaTh UHAUBUYATbHbBIE MEPHI NPOGWIAKTUKYI TAKUX HAPYLUIEHUH U TeEM CaMbIM J0-
OUTHCS CHUKEHUS YaCTOThI PENPOAYKTUBHBIX IIOTEPH U AKYIIEPCKUX OCIOKHEHUH.
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