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Baenenne

Cpenn HecOalaHCHMPOBAHHBIX abOeppalnii KapuOTHIIA,
BBISIBJISIEMBIX TIOCTHATAJIbHO, YaCTO BCTPEYAIOTCS UCTUHHbBIE
KOHLIEBbIE Aejeunu. B OONbIIMHCTBE CilyyaeB 3Ta MaToJlo-
T¥sl COMPOBOXIAETCS aHOMATUAMM (DUBMUYECKOTO M YMCT-
BEHHOTO Pa3BUTHS. [enelin KOHIEBBIX YYaCTKOB OTTMCAHbBI
JUTSL BCEX XPOMOCOM, KaK ayTOCOM, TaK M IOJIOBBIX XPOMO-
coM. Haubosee yacTo MCTMHHBIE KOHIIEBBIE JeJIeIIMU 3aTpa-
IMBAOT KOPOTKME U JUIMHHBIE MJIeYn XxpoMocoM: 1p36, 4p-,
5p-, 8p-, 11q-, 18p-, 18q- [1]. B otnenpHBIX KpaliHe peaKux
cJlyJasix ToTepsi KOHIIEBBIX YYaCTKOB JIBYX XPOMOCOM TIpU-
BOJIUT K UX CIMSIHUIO ¢ 00pa30BaHUEM OJHOI CTPYKTYPHO
MepecTPOEHHON MCeBAOANLIEHTPUIECKO XpOMOCOMBI. Bo3-
HMKAIOIIMe TPU 3TOM JBOWHBIE YAaCTMUYHbIE MOHOCOMUMU,
Kak TpaBUJIO0, SIBJISTIOTCS] IPUYMHON SIPKO BbIpaKeHHBIX (e-
HOTUIMYECKUX MPOSIBIEHUIA.

B HacToseit paboTe MBI OITUCHIBAEM CITy4ail HOCUTEIb-
CTBA JIBOMHOIM YaCTUYHOW MOHOCOMHUM MO KOPOTKMM ILIE-
yaM xpoMocoM 8 1 18 y manmeHTKHy 28 j1eT 6e3 BEIpaxkKeHHBIX
aHOMaJMii (PU3MUECKOTO U YMCTBEHHOIO Pa3BUTHSI.

Onucanue ciyvas

XKeniuHa 28 et obparuiachk 3a KOHCY/IbTallMel K Bpa-
Yy-TeHeTUKY TI0 TIOBOAY abeppaHTHOTO  KapHUOTHIIA
45,XX,der(8)t(8;18)(p23;p11.3),-18 B KItleTKax XOpuoHa Ipu
Hepa3BUBalolIeiics 0epeMeHHOCTH paHHero cpoka. Ilamm-
€HTKa U ee CyMpyr HampaBeHbl BpauyOM-TeHETUKOM Ha Ka-
PUOTUNMPOBAHUE, B Pe3yJibTaTe KOTOPOTO y CYIpyra ycra-
HOBJIEH HOPMaJIbHBIM MYyKCKO# KaproTun 46,XY, a y mamm-
€HTKM — HecOaJlaHCUPOBAaHHBIM KEHCKUI KapUOTHUII
45,XX,der(8)t(8;18)(p23;p11.3),-18dn. Y oboux pomuteneit
MalMeHTKU YCTAHOBJIEH HOPMaJbHbIN KapuOTHII.
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B pesynbrate cbopa KIMHMKO-aHAMHECTHUYECKUX JdaH-
HBIX YCTAHOBJIEHO, YTO MallMEHTKa POAMJIACH OT MOJOIBIX
3MOPOBBIX POAUTENICH, BTOPOIl OEPEMEHHOCTH, TEPBBIX
cpouHbix ponoB. I[lepBasi GepeMeHHOCTb y MaTepu Oblia
BHemarouyHas. PonuTtenn B KPOBHOM DPOJCTBE HE COCTOSIT.
B MomeHT HacTymieHust 6epeMeHHOCTH POIUTEIU ITPOXKU-
BaJIM Ha TEPPUTOPUN AHTOJIBI, BO BTOPOM TPUMECTPE BEPHY-
quck B Poccuto. Posibl cpouHble uepe3 ecTeCTBEHHbIE POIO-
Bble MYTH, HOXHOE IMpemiexaHue, ¢ achukcuei mioja.
Macca Tena HoBopoxaeHHoit 3200 T, puHa 49 oM.

ITepBBIil TOA XU3HU MallMeHTKAa HAaXOIMWJIACh MO Ha-
OyiroleHMeM HEeBpoJIoTa Mo NMPUYMHE TUIIOTOHUHM, MOJTyYa-
Jla BUTAMUHOTEpANuio M Kypchl Maccaxa. B merckom u
MOAPOCTKOBOM BO3PAacTe COCTOSUIa Ha y4yeTe Yy DHIOKPU-
HOJIOTa B CBSA3M ¢ M3OBITOYHOU Maccoit Tena. ObOyyanach
B 00lLeil 1IKOJIe, UMEET CpeJiHee CrelUalbHOE U BhICIIEe
oOpa3oBaHUe.

Menapxe ¢ 11 ner, UUKI peryasapHbIi, 21 1eHb, MEHCT-
pyauuu 1o 4—35 nueit. TpynHocTeit ¢ HacTyruieHUeM Oepe-
MEHHOCTH He oTMeueHo. [lepBasi GepeMeHHOCTh 3aKOHYM-
Jlach BBIKUIBIILIEM Ha cpoke 5/6 Hemenb. Kapuotumnuposa-
HUe abOpTHOTO MaTepuaja He IIPOBOAWIOCh. Bropas Gepe-
MEHHOCTh 3aKOHYMJIACh OCTAHOBKOW pa3BUTHS TLIOAA Ha
cpoke 5/6 Hemenb. B pesynbTate KapUOTUITMPOBAHUS
KJIETOK IIUTOTpodob1acTa BOPCMHUATOrO XOPMOHA YCTAHOB-
neH kapuotun 45,XX,der(8)t(8;18)(p23;p11.3),-18mat.

Ha momeHT ocmoTpa poct mauueHTK 158 cM (poct ma-
tepu 160 cMm, oTia 168 cm), Bec 78 kr — oxupenue I crermne-
HM. [Tpy ocMOTpe y MallMEeHTKU BbISIBJIEHBI MaJible aHOMa-
JIUW PasBUTHUS JIMIA W 4Yepera: CrJaXeHHbIe HaIOpOBHBIC
IyTW, y3KWe TJa3Hble 1M, HaBUCIIee BEKO, IIMpOKas
CIMHKA HOCA C MSCUCTBIM KOHUMKOM (puc. 1). OTMeueHo
HEKOTOpOe YKOPOUYEeHHE IJUHBI PYK, HESIPKO BbIpaxkeHHast
BaJIbTyCHasl aedopMalivsl HWDKHMX KOHEYHOCTEeM, HeIpo-
MOPLMOHATLHO KPYITHBIE CTOIbI. BHEIIIHe maieHTKa moxo-
>Ka Ha Martb.

Metoapl u pe3yJbTaThl UCCJIECA0BAHUA

KapuorurnvpoBaHue TalMeHTKy, ee poauTesieil u cymnpyra
MpoBe/ieHo ¢ ucrnonb3oBaHueM PIA-cTUMYTMPOBAHHBIX JIUM-
¢o1mToB nepudepuyeckoil KpoBu MO CTaHAAPTHOM METOIMKe
¢ ucnons3zoBanneM GTG u QFH/AcD meronos muddepeH-
IUAJTEHOTO OKpallvBaHu [2]. Y cympyra ImalunMeHTKH, ee Ma-
TEPU 1 OTLIA YCTAHOBJIEH HOPMaJIbHBIN KapuoTuIl. B kaprotu-
I1e TAIIMeHTKU BBISIBIICHO 45 XpoMocoM. AGeppaHTHast XpOMO-
coMa TIpelCTaBJIeHa XpPOMOCOMO#, 0Opa30BaHHON TIPU CITUSI-
HUM  xpomMocoM 8 u 18, yCTAaHOBIEH  KapUOTHII
45,XX,der(8)(8qter—8p23::18p11.3—18qter),-18 (puc. 2). Ka-
PUOTHUITMPOBAHKE KJIETOK IIUTOTpOohobIacTa XOpHoHa TIpu He-
pa3BUBAOLLEHCS OEpeMEHHOCTH TIPOBEACHO Ha Tperaparax
MeTaasHbIX XPOMOCOM, MOJYYEHHBIX <«IIPSMBIM» METOIOM
COITIACHO UCIIOJIb3yeMOMY B J1abopaTopuu IpoToKoiy [3—3]
¢ npumeHeHueM QFH/AcD oxkpaiuvBanus. B kinerkax nuto-
Tpodobaacta YCTaHOBJIEH KapHOTHIT
45,XX,der(8)(8qter—8p23::18p11.3—18qter),-18mat (puc. 3).

h.a

Puc. 1. MNMauneHTtka 28 neT ¢ kKapnoTUnom
45,XX,der(8)t(8;18)(p23;p11.3),-18dn.

Puc. 2. MetadasHas nnactuHka u kapuorpamma n3 ®rA-crumynm-
POBaAHHON KyNbTypbl IMMGOLMTOB NALMEHTKW: KapuoTun
45,XX,der(8)(8qter—8p23::18p11.3—18qter),-18dn. QFH/AcD and-
depeHumanbHoe okpallnBaHue.

Puc. 3. MeTtadasHas nnacTuHka n kapyrorpamma 13 KneTku BOPCUHYa-
TOro XOpuoHa Npu 3amepLueii 6epeMeHHOCTU PaHHErO CPOKa Y MaLMeH-
Tkn: kapuotun 45,XX,der(8)(8qter—8p23::18p11.3—18qter),-18mat.
QFH/AcD pnddepeHumanbHoe okpallMBaHue.

ISSN 2073-7998

35



KIMHUYECKUE CNYHAU

st yTOUHEHUSI CTPYKTYpbl abeppaHTHON XPOMOCOMbI
npoBeneHa ¢iayopeclieHTHas rudbpuauzauus in situ (FISH) co-
IJJaCHO PEeKOMEHIyeMOMY (hUPMOI-TIPOM3BOAUTEIEM TIPOTO-
KOJIy ¢ COOCTBEHHBIMM MoaudukarmsMu [6]. Beiin rcnonb-
3oBaHbl caenywoime JJHK-30Hab1: K cyOTeioMepHoit obnactu
Kopotkoro 1uieda 8p23 xpomocoMmsl 8 (D8S504) (Abbott Labs),
K cyOTenoMepHoii 061acTi KOopoTkoro 1wieda 18pl1.3 xpomo-
combl 18 (D18S552) (Abbott Labs), K ileHTpOMepHOMY paiioHy
8pl1.1-q11.1 xpomocomsl 8 (D8Z2) (Abbott Labs) K LeHTpo-
MepHoMmy paitoHy 18p11.1-ql1.1 xpomocomsl 18 (D18Z1) (Ab-
bott Labs), momHoxpoMOCOMHBII 30HM, K XxpomocoMe 8 (WCP
8) (ASI, CIIIA), mo1HOXpOMOCOMHBIN 30HI K XpoMocoMme 18
(WCP 18) (ASI, CILA). INpenapaTbl ObUIM MPOAHAIM3MPOBA-
HbI C HCIob3oBaHueM Mukpockomna Leica DM 2500, ocHa-

~

Puc. 4. MetacasHasa nnactmuHka n3 ®rA-CTUMYNMPOBAHHO KyNbTypbl
NMMMGOOLMTOB NALMEHTKN C KapUOTUMOM
45,XX,der(8)t(8;18)(p23;p11.3),-18dn nocne dnyopecueHTHON rnbpu-
OM3aumn in situ ¢ NOHOXPOMOCOMHBIM 30H0M K XpOMOCOME 8.

Puc. 5. MetadasHas nnactvHka n3 ®rA-cTMynpoBaHHON KynbTypbl
NMMMGOLMTOB NALMEHTKUN C KAPUOTUMOM
45,XX,der(8)t(8;18)(p23;p11.3),-18dn nocne dnyopecueHTHON rnbpu-
OM3aumn in situ ¢ NOIHOXPOMOCOMHBIM 30H0M K XpoMocome 18.

LIEHHOTO YepHo-0eoii kamepoii Leica DFC345 FX, Habopom
CBETO(UILTPOB U IIPOrpaMMHBIM OOeCIIeUeHUEM ISl TOJTy4e-
HUS 1 00padoTKM LG poBhIX hoTom3oopakeHuii Leica Appli-
cation Suite V.3.8.0 software.

B pesyinbrate MOJIEKYISPHO-LIUTOTEHETUYECKOTO UCCIIEN0-
BaHUs ObLJIO YCTAHOBJECHO, UTO TCEBIOMUIIEHTPUYECKAST XPO-
Mocoma oOpa3oBaHa B pe3yJbTaTe CIMSHUS XpoMocoM 8 1 18
C TOYKaMH pa3pbiBa B y4acTKe p23 KOPOTKOTO Tuieua XpoMOCO-
Mbl 8 M B yyactke pll.3 KOpOTKOro ruieya XpoMoOCOMBbI 18
(puc. 4, 5). B abeppaHTHOII XpOMOCOME BU3YaJIM3UPOBAIACh
OmHA TIEPETSDKKA B IIEHTPOMEPHOM palioHe XPOMOCOMBI 8
(puc. 2, 4), npu 3TOM B LIEGHTPOMEPHOI1 00JIACTH XPOMOCOMBI
18 TakoBast He BU3yanu3upoBanach (puc. 6). Takum ob6pas3oM,
B TICEBIOAMLIEHTPUYECKOM XpOMOCOMe ObUIa OfHA aKTMBHAsI
LIEHTPOMEepa, COOTBETCTBYIOLIAS IIEHTPOMEPE XPOMOCOMBI 8.
VCTaHOBJIEHO, YTO TICEBIOIMIICHTIIECKAsT XPOMOCOMa He CO-
JEP>KUT CYOTeIOMEPHOI 001acTh KOPOTKOrO Tuieya XpOMOCO-
MBI 8 M CyOTeIOMEPHOI 001aCTU KOPOTKOI'O ILIeUa XpOMOCO-
MbI 18 (puc. 6, 7). Takum 00pa3oM, BbISIBIICHA ABOMHAST Yac-
TUYHAsI MOHOCOMMUSI — 10 CyOTEJIOMEPHOI 00J1aCTH KOPOTKO-
TO TUIeya XpOMOCOMBI 8 M KOPOTKOTO Iljieya XpOMOCOMBI 18.

JIs YTOYHEeHMsT pa3MepoB IeJELil MPOBeIeHa CPaBHMU-
TelbHass TE€HOMHAas TUOpPMAM3alMs Ha MHKpOMATpHIIAX
(aCGH) (CGXvl.1 8x60K, PerkinElmer) coriacHo mpoToKo-
JIy, peKoMeHayeMoMy (upMoii-npousBoauteneM. B Kauectse
Marepuaia 6bi1a ucronb3oBaHa JAHK u3 mumdonmros nepu-
epryeckoit KpoBu. B pesynbrate MpoBeIeHHOTO UCCIENOBa-
HUS BbISIBIIEHa JIelielidst pa3mepoM 6,718 MJIH ILH. y4acTka
p23.1-p23.3 KOPOTKOTO ieya XPOMOCOMBI 8
(del(8)(p23.1p23.3)), myruiukaiusi pasmepom 4,937 MJIH I1.H.
y4yacTka p22 KOpoTKoro 1uieda xpomocombl 8 (dup(8)(p22p22),
nereryst pasmepoM 3,693 MiTH TL.H. ydactka p11.31-p11.32 xo-
potkoro 1ieya xpomocoMbl 18 (del(18)(p11.31p11.32) u aym-
Jukauus pazmepoM 0,060 MIH IL.H. yyacTka 23 XpOMOCOMBI
18 (dup(18)(q23q23), knaccuduupyeMasi, Kak Bapualusi
yucnia konuit (copy number variation, CNV) (puc. 8). Takum
00pa3oM, YCTaHOBIEHbI MHOXKECTBEHHbIE U3MEHEHUST KOTUA-
HOCTH OTIEJbHBIX YY4aCTKOB FeHOMA:

e arr[hgl9] 8p23.1p23.3(202133_6920415)x1

e arr[hg19] 8p22(12582909_17519858)x3

e arr[hgl9] 18p11.31p11.32(146484 3839773)x1

e arr[hg19] 18q23(77954106_78013620)x3.

B yyacTkax reHoMa ¢ U3MEHEHHOI KOMUIHOCTbIO JTOKa-
J30BaHO 44 aHHOTUpOoBaHHBIX B OMIM reHa: B Ae1eTUPO-
BaHHOM YYacTKe Ha KOPOTKOM ILieue XPOMOCOMBI 8 —
16 TeHOB, B IyIJIMIIMPOBAHHOM y4JacTKe — 12 reHOB; B Jelie-
TUPOBAHHOM YYacTKe Ha KOPOTKOM IuIeye XpOMOCOMBI 18 —
15 reHoB, B OyIUIMIIMPOBAHHOM y4yacTKe — 1 reH.

Oocyxnenue

[TpobGnema B3aUMOCBSI3U OMPEAETIEHHOTO TeHETMUYECKOro
nedekTa co crneruuuecKuMu (GeHOTUTMYECKUMU TIPOsIBIe-
HUSIMU BBICOKO 3HaYMMa IS MEIUKO-TeHETMYECKOTO KOHCY-
JIbTUpOBaHUs. MI3BeCTHBI cilyyau, KOTIa OIUH 1 TOT Xe TeHe-
TUYECKUil 1eheKT MPUBOAUT K MHOTOOOPa3HbIM (DeHOTUITHYe-
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CKMM TIPOSIBJIEHUSIM: OT BAPUAHTOB HOPMBI JIO TSDKEJIOM MaTo-
JIOTUU. Y MalMeHTOB C IeJeUsSIMU KOHLIEBOTO y4acTKa KOpOT-
KOTO TUIeYa XPOMOCOMBI 8 KJIMHUUYECKHE MPOSIBICHUST BApbU-
PYIOT B LIMPOKUX Tipesienax. [1o creneHn BbIpaXXeHHOCTH CUM-
NTOMOB MALIMEHTOB C 3TOM AHOMAJIMEW KapUOTUIIA MOXKHO
YCJIOBHO pa3ieiuTh Ha Tpu rpynmbl. K maiueHtam miepBoit
TpyMIibl, HAaMOOJIee MHOTOYMCIIEHHOM, OTHOCSTCS JETH, MPO-
KapuUOTUITMPOBAHHbIE B TMEPBbIA TOJ >XU3HU IO TPUYUHE
BPOKIEHHBIX TIOPOKOB Pa3BUTHSI, JIMLIEBBIX IUCMOPGhUIL U He-
BPOJIOTMYECKO CUMIITOMATUKU (cynopor). YacTo y Takux jae-
Tell BCTpevaloTcsl mopoku cepaua [7, 8]. Takke omucaHbl mo-
POKM MOYETIOJIOBOI M 1IEHTPaJIbHOM HEPBHOI cucteM. Y Ta-
LIMEHTOB OTMEYAIOT YMCTBEHHYIO OTCTAJIOCTh, BBIPAXXEHHYIO OT
JIETKOM 10 yMepeHHoi creneHu. K maiyeHTaM BTOpOil rpyImi-
bl OTHOCSITCSI MHAMBUJIbI, OOpaTUBIIMECS 32 KOHCY/JIbTHPOBa-
HMEM B JIETCKOM BO3pacTe MO MPUYMHE TUMEPAKTUBHOCTH U
3a[ePKKU TICMXOMOTOPHOTrO pa3BuTus. OrmnucaHbl ciiyyau,
KOT/Ja TIOBE/IEHYECKME OCOOCHHOCTH U CHWDKEHUE UHTEJIEKTa
TaKWX MAUUEHTOB ObLUTU CXOXHU C KIIMHUYECKUMM MPOSIBICHU-
SIMUA CHUHApOMa JIOMKOM xpomocoMbl X [8]. K Tpetbeit rpyme,
caMoii MaJIOYMCIIEHHOM, OTHOCSITCS TIAlIMeHThI, 00OpaTUBILIVE-
¢ 32 MEIMKO-TEHETUYECKUM KOHCYJIETUPOBAHHEM y3Ke B3pOC-
JIBIMU B CBSI3U C HAPYILLIEHUSIMU PETTPOAYKIIMU. DTU MALIUEHThI
WMEIOT HOPMaJIbHBIN MHTEJUIEKT U HE MMEIOT TTIOPOKOB pa3Bu-
™S 1 quemopduit [9, 10]. Takum obpa3om, MalMeHThbl ¢ UC-
THHHOM KOHILIEBOI Aesieleil KOPOTKOIo Ijieya XpOMOCOMBI 8
He UMEIOT OOIIMX CITeI(PUISCKIX TTOBEACHUSCKIX U (PeHOTH -
MUYECKUX M3MEHEHUH, MO3BOJISIOIIUX TPEANONIOXUTh Y HUX
OIMH Y TOT XK€ I'eHEeTUYeCKUil neheKT U KilacCuUImpoBaTh
€ro, KaK OTACIbHBI CUHIPOM.

Jenenusi KOPOTKOro Iiedya XpOMOCOMbBbI 18, HampoTuB,
Kinaccuduuupyercs Kak cuHapom 18p- (OMIM #146390).
Knuanueckast kKapTMHa y MALMEHTOB C AeJelMeil MpaKThe-
CKM BCEro KOPOTKOIO Ijleya COueTaeT TaKue XapaKTepHbIe
0COOCHHOCTM KaK HU3KMIA POCT, MMKpoIedanus, ITUCMOp-
un, Kpyriioe U0, yMCTBEHHAsI OTCTAIOCTb PA3HOI CTeNeHU
BBIPAXKEHHOCTH (OT JIETKO 10 YMEPEHHOI), MOoBeAeHUYeCKIe
ocobenHoctH [11]. OmHako, eciy pa3Mep OeIelny 3aTparuBa-

Puc. 6. MetadasHas nnactuHka 13 GrA-CTUMYAMPOBAHHOM KyNbTYPbI M-
$ounToB MaumeHTkn ¢ kapuotunom 45,XX,der(8)t(8;18)(p23;p11.3),-18dn
nocne GayopecLeHTHo rmdpuamaaumm in situ ¢ HK-3oHaamn, cneumdmy-
HbIMM K LIEHTPOMEPHOMY paiioHy XpOMOCOMbI 18 (rony6oii) 1 k cybTenomep-
HO 0611aCTW KOPOTKOrO MNyieYa XpPOMOCOMbI 18 (3eNeHbIi + OpaHXeBbIi).

Puc. 7. MetadasHas nnactvHka 13 OrA-CTYMyNIMPOBaHHON KyNbTypbl JIUM-
$oLWTOB NauMeHTKM ¢ kaproTunom 45,XX,der(8)t(8;18)(p23;p11.3),-18dn no-
cne ¢nyopecLeHTHo rbpuamsauym in situ ¢ AHK-3oHaamMm, cneumdunyHbl-
MU K Cy6TENOMEpPHbIM 0651aCTSIM KOPOTKOrO (3€1eHbI) 1 AJIMHHOMO (OpaHxe-
BbI1) N€4a XPOMOCOMbI 8.

Chromosome B

Puc. 8. Pe3ynbTaThbl CpaBHUTESNIbHON FEHOMHOI rMbpuausaumm naumyeHTkn ¢ kapmotunom 45 XX,der(8)t(8;18)(p23;p11.3),-18dn. CuHMM BblaeneHbi
obnactv geneumn Ha xpomocome 8 1 xpomocome 18, kpacHbiM — 06nacTy Aynamkaumn.
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KIMHUYECKUE CNYHAU

€T He LieJIoe TJIeYO, a JIMIIb ero YacThb, KIMHUYECKasl KapTUHA
MeHee BbIpakeHa M MOXET He BKJII0YaTh BCE MEpeUnCIeHHbIe
BBIILIE aHOMAJIMK, BILIOTh 1O ITOJTHOTO WX OTCYTCTBUS.

DeHOTUIT MHAMBUIOB, y KOTOPBIX BbISIBIEHA MyTUTMKALIMS
B KOPOTKOM IJIeYe XPOMOCOMBI 8, BapbUpyeT B IIMPOKUX Mpe/e-
Jlax: OT GECCUMITTOMHOTO HOCUTENBCTBA 10 YMEPEHHO TSKEbIX
dopm couetaHHbIX aHOMauWit. Tak, onucaHbl 4 ciyyasi, Korma
JyTUTMKALIUSI, YHACIEOBaHHAs OT (DEHOTUMMYECKH HOPMaJTbHBIX
ponuTesnieii, y TOTOMKOB TPOSIBIISUIACH LIETbIM KOMITIEKCOM aHO-
MaJIMii: MajbIMM aHOMAJIWSIMU JIMIA, B TOM YMCIIE IIMPOKOA
CIIMHKOM HOCA, YMEPEHHON YMCTBEHHO OTCTAJIOCTBIO, ayTUCTU-
yecKuM moBeneHreM [12]. B aByx ciydasix oricaHo BO3HUKHO-
BEHME IYTUTMKALIUK de novo B COUETAaHWH C JIeTIEIUEil B XPOMOCO-
Max 15 un 19, xmMHMYecKass KapTiHa IPY 3TOM XapaKTepr30Ba-
Jlach BHYTPUYTPOOHOI 3aepsKKOI Pa3BUTHSI, aHOMAJIbHOI (hop-
MO¥ JIMLIA, TUTIOTOHKEN, aHOMAIUSIMU XKETYEBbIBOISILIMX ITYTEH,
aruia3vel,/TurorIa3yueil  Mmo/pKeTyIouHOM  Kesie3bl, TUTIOTENO-
PU3MOM, BajIbIycHO# aecopmarueit cror [12].

VY malumeHTKU, ONMMCAaHHON B HACTOSIILIEM MCCIIEIOBAHWM,
OTCYTCTBYIOT aHOMaJIMK (PU3MYECKOTO Y YMCTBEHHOTO pa3BU-
THS1, YUCIIO AUCMODP(DUIA HAXOAUTCS B Mpeenax (pusnonornye-
ckoil HopMbl. M3 BceX KIIMHUKO-(EHOTUIMNYECKUX IIPOsIBIIEe-
HMIA, XapaKTepPHBIX UII HOCHUTENIeH aucbOamaHca KOHIEBBIX
Y4YaCTKOB KOPOTKOTO IjIe4a XpoMOocoMblI 8 uiu 18, y Hee oTMe-
YeHbl TOJIbKO CIJIaXEHHble HAAOPOBHbIE OYTM W IIMPOKas
CIMHKA HOCA C MSCUCTBIM KOHUYMKOM. HeoxXumaHHbIM oKasa-
JIOCh, YTO OOHAPYKEHHBIN B HACTOSIIIIEM UCCIIEIOBAHUY TeHE-
TUYECKUI1 qucOasaHC MpuUBeNl JIMIIb K MUHUMaJIbHBIM (heHO-
TUITMYECKUM TposiBIeHUsIM. OObsicHEHUE 3TOro (eHoMeHa
MPEeACTABMISACTCS 3aTPYAHUTETbHBIM. MOXHO JIMIIb MPeIoa-
raTh, 4YTO (DYHKIIMOHAIBHOE COCTOSTHUE TOMOJIOTMYHBIX T€HOB
Ha HeIeJIeTUPOBAHHON XPOMOCOME OKa3ajoCh MOCTATOYHBIM
st (hOPMUPOBAHUS YCIOBHO HOpMasibHOTO (heHotumna. Bo-
MPOC O TUTIOTOHUM TPY POXAEHUM W B TIEPBBIA IO XKHU3HU
0CTaeTCs CIIOPHBIM, TaK KaK OHa MOXET OBITh CJICJICTBMEM KaK
OCJIOKHEHHBIX POIOB (HOXHOTO TIpeuiexkaHust U achuKcuu
niona B ponax), Tak U aHOMaIMi KapuoTUIIa.

C y4yeTroMm TOro, 4To MNauueHTKa (hepTuibHa, 6epeMeHHO-
CTU HACTyMaloT 0e3 3aTpyAHEHUIl M eCTECTBEHHBIM IyTeM,
CJIOXXHBIM SIBJISIETCS €€ MEIMKO-TEHETUUECKOe KOHCYIBTUPO-
BaHue. B ciryyae BBISIBJIEHUST Y TIOTOMCTBA TaKOTO XK€ Kapro-
THIIA, KaK Y MaTepy, HEBO3MOXKHO C YBEPEHHOCTbIO Tpe/ICKa-
3aTh OyIyT JIM Y HETO aHOMAIMU (DEHOTUNA U YMCTBEHHas OT-
CTaJIOCTh U B KaKOI CTeIeH! OHU OyIyT BhIpaxkeHbI. B mutepa-
Type OMMCcaH Clydyaii, Korma y 6pata U CecTpbl, yHACIeI0BaB-
LIMX OT OTIIA YaCTUYHYIO AEJIELNI0 KOPOTKOTO Tuledya XpOMO-
combl 8 (8p23), ObUTM pa3Hble KIMHUYECKUE IPOSIBJICHMSI.
Y ManbuMka ObLT CHUKEH MHTEJUIEKT, OTMEUYEHBI TIOBeeHYe-
CKUe IpOo0JIeMBbI, CyIOpOru, ruapouedanus. ¥ ero cecTpsl He
ObUIO CHIKEHMSI MHTEJJICKTa, HO ObLla OTMEYeHa TUIepaK-
THBHOCTb [9]. B Ipyrom uccienoBaHum 6-mecsiaHast A€BOYKa,
yHacJieZIoBaBIIasl JEJEI0 KOPOTKOro Tuiedya XpOMOCOMBI 8
(8p23.1~23.2) ot oTia — GECCMMITOMHOTO HOCUTEJISI, TAKXKe
He UMeJia KIIMHUYeCKKX TposiieHuii [10].

OTKpBITBIM OCTAaeTCsl BOMPOC O MPUUYMHAX OCTAHOBKU
pa3BUTHs OEPEMEHHOCTH Y MAaLMEHTKU. AOOPTUPOBAHHBII

TUTOJT KEHCKOTO T0J1a YHACJEeI0Bal CTPYKTYPHO-IEPECTPO-
E€HHYI0 XpOMOCOMY M MMeJl TaKOW X€ KapMOTHII, KaK caMa
naiueHTka. MOXHO Mpearnojarath Kak akylllepCKO-THMHE-
KOJIOTUYECKHUE, TaK U TEHETUYECKUE TTPUYMHBI, BbI3BABIINE
OCTaHOBKY DPa3BUTUSI OepeMeHHOCTU. Henb3s UCKIIOUUTD,
YTO UMEET 3HAUE€HUE POAUTETLCKOE MPOUCXOXKIEHUE CTPYK-
TYpHO-TIEPECTPOCHHOI XPOMOCOMBI, a TaKXe BIUSHUE HO-
BOTO TeHeTHYecKoro oHa Ha (PeHOTUIMYECKUE TPOsIBIIE-
HUSI TEMU3UTOTHOTO COCTOSIHUSI T€HOB, JIOKAJIM30BAHHBIX
B JIEJIETUPOBAHHBIX y4acTKax.

IIpyHUMas BO BHUMaHUe MPUBEACHHBIE BbIllIe (HAKTHI U
OTSTOILIECHHBI  aKylIEPCKO-TMHEKOJIOTUUYECKMI aHaMHe3
MAlAEeHTKU, PACCMAaTPUBAETCSI BOMIPOC O MPOBEIECHUN DKCT-
PaKOPIOPaIbHOIO OIJIOAOTBOPEHMS C TPEAUMITIAHTALIMOH-
HOM FeHETUYECKON TUAarHOCTUKOM 1 CEJIEKIIMU U MIEPEHO-
ca TeHeTUYEeCKU cOalaHCHUPOBAHHBIX 3MOPHOHOB.
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