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Jynnukanuu JUIMHHOTO 11eda xpomocoMmsl X (Xq), Brimoyatomue reH MECP2, sBisitorest oiHO# U3 OTHO-
CHTENIBHO YaCTBIX TEHETUYECKHMX NMPUYMH HAPYIICHHWH HEPBHO-TICUXMYECKOTO PAa3BHUTHUsS y MalbdMKoB. B padore
HPUBOMHUTCS «TCHOTHII-()SHOTUI» aHANU3 4 CllydaeB NAaHHOH IATOJIOIUM C MPHMEHEHUEM COBPEMEHHBIX METOIOB
uccienoBanus OONBHBIX AeTell ¥ MX poauTenei, BKIIOYAs [IUTOTEHETHUECKUE, MOJIEKYIIPHO-IINTOI€HETHYECKUEe
nccnenosanus (FISH, array CGH), nccnenosanne nnaktuBanun xpomocoMs! X. IIpoBeneH aHann3 BIMSHUS TeH-
HOro aucOananca Ha (hDeHOTHIIMYECKUE HPOSBICHNUS Y JeTel. PekoMeHxyeTcst mpoBeieHIe KOMIUIEKCHOTO 00cieso-
BaHUs OOJILHBIX M YJIEHOB MX CeMeil, BKIII0Yaloliee CTaHAapTHOE IIUTOIeHETHYECKOe HCCIIeIoBaHKe, MeTadasHyIo
U CepUiiHYI0 CPaBHHUTENIBHYIO TCHOMHYIO T'MOPHAN3AINIO, NCCIEA0BAHNE MHAKTHUBAIMM XPOMOCOMBI X, JUIs KOp-
PEKTHOM eHeTUIECKON THArHOCTUKU U 3P (HEKTHBHOTO TEHETHUESCKOTO KOHCY/IETHPOBAHHS.
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Duplications of the X chromosome long arm (Xq) affecting MECP2 gene is a relatively common genetic
cause of neuropsychiatric pathology in males. Here, «genotype-phenotype» analyses of 4 cases of this pathology are
described. The cases have been evaluated using advanced cytogenetic and lecular cytogenetic technologies (FISH,
array CGH) and X chromosome inactivation analysis. The effect of gene disbalance due to the distal duplications
has been addressed in the phenotypic context. Integrated evaluation of affected children and their relatives including
standard cytogenetic analysis, metaphase and array comparative genomic hybridization and X chromosome
inactivation analysis for appropriate genetic diagnosis and effective genetic counseling is justified.
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B nocnenaue ronsl pa3BuTHE U BHEIPEHUE
B KIIMHUYECKYIO TPAKTHKY BBICOKOPA3pEIIaro-
ITAX TEHOMHBIX TEXHOJIOTHHA, TaKUX KaK array
CGH (momekynsipHOE KapHOTHIIHPOBAHHE),
MIPUBENTN K BBIJICIICHUIO HOBBIX HACIIEICTBEH-
HBIX TICUXMYECKUX CHHIPOMOB, CBSI3aHHBIX
C MHUKDOJCIICIUAMU U MHUKPOAYIUINKAIIUSIMU
xpomocom [1, 3, 7, 11, 20-22]. Cpean Hux
CIy4au aHOMAaJIHH XpPOMOCOMBI X 3aHHUMAIOT
0c000€ MECTO B CBSI3M C BBICOKOM YaCTOTOM,
TSXKECTHIO MOPAXKEHUSI IIEHTPAILHON HEPBHOMU
CUCTEMBI ¥ BRICOKHM PHUCKOM ITOBTOPHOTO POXK-
JeHVsI OONMBHBIX JIETe y MaTepell — aCHUMIITO-
MaTHUYECKUX HOCUTEIbHMI] aHoMaini [1, 9].

Mukponymnukanuu Xq HPUBOIAT K yBe-
JIUYEHUIO O3Bl TEHOB B OTIENBHBIX y4acTKax
IUIMHHOTO IIeYa XPOMOCOMBI X, HpPU 3TOM
BCTaBKy JOIOJHUTEIBHOTO XPOMOCOMHOIO
Marepuana Xq BBISBISIOT HEMOCPEICTBEH-
HO B XxpomocoMme X [5, 14, 23], 3Ha4UTENbHO
pexe BcTaBKa Marepuala XpoMocoMbl X 00-
Hapy>XMBAaeTCsl B OJHOW H3 ayTocoM, JM0OO
B xpomocome Y [16]. JucrampHble TyTUIH-
Kanuu Xq OOJBIIOTO pa3Mepa, OIpesense-
MBbIE€ IIUTOTEHETHUECKUMH METOIaMHM, KpaiHe
penku (ommcano He Oomee 50 cmydaeB). bo-
Jiee 4aCTBIMH SIBJISIOTCS TYTUIMKALUK MaJloro
pa3Mepa, KOTOPBIE BBIABISIIOTCS C TOMOIIBIO

B VYCIEXU COBPEMEHHOI'O ECTECTBO3HAHUA Nel,2015 W



392

B BIOLOGICAL SCIENCES W

BbICOKOpa3pematomiei Texnonoruu array CGH
U, KaK MPaBUJIO, 3aXBaThIBAIOT YIacTOK X(q28,
Biurouas rer MECP2 [5, 6, 14-18, 23]. B uc-
CJICIOBAaHUH, OXBATHIBAIOMIEM Oojiee 5 THICTY
JeTeid, ObUIO TOKa3aHO, YTO IUCTANBHEIE Y-
mukauun Xq, Bkmrouaromue ren MECP2,
SIBJISIFOTCS. OTHUMM M3 4YacCThIX TEHOMHBIX Tie-
pecTpoek y MaibuukoB ¢ HeauddepeHmmpo-
BaHHOW YMCTBEHHOM OTCTaJIOCThHIO U ayTU3MOM
[4, 14, 16, 19]. B nacTosiiee BpemMsi OMUCaHO
6omnee 100 MHAMBUAYYMOB M3 HECKOIBKHUX JIC-
CATKOB CEMeM ¢ JJaHHOM MaToJIOTHEM.

®deHOTHIT OONMBHBIX 3aBUCHUT OT TEHHOTO
mucbanaHca, BBI3BAHHOTO MHUKPOIYILIMKAIIH-
ell, HanOoJee 3HAYMMBIM CPEAH KOTOPBIX MpH-
HATO CUUTATh YBEIMYCHUE YHUCIIA KOMHUN TeHa
MECP2. lynnaukanusi, BKIIOUAOas JaHHBIHA
reH, (OpMHUPYET pacro3HaBaeMbIil CHMIITOMO-
KOMIUICKC, HOCSIIUNA Ha3BaHWE CHUHAPOMA Y-
mmukanun resa MECP2, MIM 300260 [16].
IIpu nucTanbHBIX OyMIMKanuax X, HE 3aXBa-
TeIBapOIUX reH MECP2, dbeHotun OONBHBIX
HecrienuduieH. M3BeCTHO, 4TO C MyTamus-
mu B reHe MECP?2 takxe CBS3aH U CHUHIPOM
Perra (MIM 312750), HeBpolOrHUECKOe 3a-
OosieBaHue, TOpaXKarollee MPEUMYIICCTBEHHO
neBouek. Jymmukanuu rena MECP2 otnnda-
FOTCSI OT W3BECTHBIX WHTPAreHHBIX MYyTaIlui
TIpU CHHIpOMe PeTTa TeM, 94To IpHu HUX OTpe-
nemsercss He peduuut Oenka MeCP2, a ero
runepnponykiusa. O4eBuaHO, 4YTO (HDEHOTUI
00NBHBIX ¢ nymukalvsiMu rena MECP2 otiu-
YeH OT AeTei ¢ cunapomom Petra [4, 2, 12, 19].

Y OONMBHBIX ¢ MUKpOAYyIUTMKaIe Xq, 3a-
XBaTHIBAIOIINI yYaCTOK X(28 1 BKIIFOYAIOIINI
red MECP2, otMedaeTcsl ClIeayromuid GpeHo-
THUIT: Opaxuiedanus, IMUPOKOE JTUIO C TOTHBI-
MU IIeKaM¥, SMUKaHT, THIOTUIA3Us CpenHei
YacTH JUIA, 3a0CTPEHHBIH HOC, MaJCHbKUU
OOBIYHO TOJYOTKPHITHIA POT, KPYITHBIE HU3KO
PpacIONIOKEHHBIE POTUPOBAHHBIC HA3a ] YITHBIC
pakoBHHBI. BolbHBIE CTpagar0T UMMYyHOAE(H-
IIATOM, YTO BEJET K YaCTHIM HH(MEKITHSIM BEpX-
HHUX JBIXaTeIbHBIX IMyTed. OTMedaroTcss aHo-
MaJIi TCHUTAIWHA (THUIIOTUIA3HS, THITOCIIAIUs
Y KPUOTOPXU3M), TIOPOKU Cep/Ia, MaleHbKUE
KHUCTH M CTOIIBI, aHOMAJIUU TaJbIeB (CHHIAK-
TUJIUS, KITUHOAAKTHIINS ), CHUKEHHE CITyXa, TH-
notupeos [15-18].

B mepBbie Hemenu KWU3HU y TAIMEHTOB
HaOmromaroTesl BeIpaxKeHHas aud@y3Has Tu-
TIOTOHWS MBI, HApyIICHHE TIOTaHWSI, Ta-
cTpod3odaraapHEId pedIrokec B H30BITOYHOE
CIIFOHOTEUYEHHE, TOBBIIIEH PHUCK acHupalyu.
Hetn mnoxo HaOuparor Mmaccy Ttena. Jlamee
HaOJIONAIOTCS OTCTaBaHUE B POCTE, MHUKPO-
nedanus, TsHKenas 3aJepiKKa MCUXUYSCKOTO
Y MOTOPHOTO Pa3BUTHUS. Y OOJNBIIMHCTBA OOJIb-

HBIX OTCYTCTBYET OKCIIpECCHBHAas peub. Mo-
XKeT HaOmomaThes perpecc NpPUOOPETEHHBIX
JBUTATEIILHBIX W PEUEBBIX HABHIKOB. | HMITOTO-
HUS MBI [TOCTEIIEHHO CMEHSETCSl CHacTh4-
HOCTBIO C (POPMHPOBaHHWEM KOHTPAKTYp CY-
cTaBoB. [IpuMepHO MONOBHHA AeTEH CTpagaeT
SMUIICTICUEH, BO3pacT MaHU(ECTAI[H KOTOPOi
IIMPOKO BapbUpyeT. HaOmromarorcss MHOKIIO-
HUU, a0CaHChl, IeHEPaJIM30BAHHBIC TOHUKO-
KJIoOHUYeckue cynoporu [16]. BompmuHCTBO
OOJBHBIX MYXCKOTO TI0J1a YMHUPAOT J0 JTOCTHU-
KEHHS 25 JIeT.

Peaxo mymmukarmus Bo3HHMKaeT y peOeHKa
de novo. B OonmpIIMHCTBE ciy4daeB OOJbHBIE
MaJIbBYUKA HACIENYIOT AUCTAJIBHYIO OYTLIHUKA-
LU0 JJIMHHOTO IUJIe4a XPOMOCOMBI X OT CBO-
uxX wmarepeil. Marepu-HOCUTENbHULBI 4acTO
HE WMCEIOT TMATOJIOTHYECKUX KIMHUYECKHUX
MPU3HAKOB OJyiarofapsi BBIPAXKCHHOMY CIBUTY
WHAKTUBAIIMU XpoMocoMbl X. MHorma y HHX
MOTYT HaOIIFOIATHCS TPEBOJKHO JICTIPECCHBHBIE
paccTpoiicTBa, CrieliuprUIecKre 9epThl THIHO-
CTH, HEJIOPAa3BUTUE PEUYH, a TAKXKE CYHOPOTH.
Puck mepenaun MuUKpoAymIuKauud Xq Ma-
TEPbIO-HOCUTENbHULICH PEOCHKY COCTaBIseT
50%. Takum MarepsiM TIpH MOCIETYIOMIIX Oe-
PEMEHHOCTSIX PEKOMEHIyeTCs IpeHaTalbHas
MOJIEKYJISIPHO-LIUTOT€HETUYECKAsT JUArHOCTU-
Ka [5, 6, 8, 14-18].

B HacTosmieli pabore npeacTaBIeHo onmca-
HUE YEeTBIPEX AeTell C NUCTaTbHBIMU MUKPOY-
IIUKanuaMu Xq, BKItodaBmumu red MECP2;
MIPOJIEMOHCTPUPOBAHA KOPPEISALUS «TE€HOTHUII-
(eHOTUI» B 3aBUCHMMOCTH OT T'€HHOIO aucOa-
JIaHCa, BRI3BAHHOTO TCHOMHOM aHOMAaJINEH.

MaTepnam,l H METOAbI HCCJICAOBAHHUSA

B pabote 00cienoBaHbl YeThIpe MaTbuHKa ¢ MHKPO-
OyTIUKAIMAMU JUTHHHOTO IUIeYa XpOMOCOMBI X, BKITIO-
yapmuMu TeH MECP2, a Takxe HEKOTOpBIE POAUTEIH.
OO6cieioBaHNe BKIIIOYAIO aHAIN3 (EeHOTHIA, CTaHIapT-
HOE IIUTOIeHETHYECKOe HCCIEIOBaHKE; ISl MOJEKYIsp-
HOTO KapUOTHIHPOBAHHS OBUTH MCIIOIb30BaHbI MeTadas-
Has cpaBHUTENbHAs TeHoMHas Tuopuau3anus (HR CGH)
U cepuifHas CpaBHUTENbHAS T€HOMHAs THOpUAW3anus
Ha JIHK-mukpounnax (array CGH) [2, 10-13, 20, 22].
[laroreHHOCTH OOHApPYXEHHBIX BapHALU{ I'€HOMa Olle-
HUBAJIU C UCTIOJIb30BAHIEM OPHTHHAIBHON OHOMH(OpMa-
Trdeckot TexHonoruu [10, 13]. Ananu3 X-uHaKTUBaLUU
y Marepeit 60JbHBIX IeTel ObLT OCHOBAaH HA METHII-UyB-
CTBUTETBHON PECTPUKIMHU (IAHKUPYIOIIUX MOCIEI0Ba-
TEJNBHOCTEH 9KCancHyu TpuHyKIeoTuaHbIX (CAG), — 110-
BTOpPOB UHTPOHA | TeHa aHAporeHoBoro penentopa (AR)
¢ nocyeayomuM konnyectseHHbIM [11[P-ananuzom [1].

Pe3yabTaTsl HcciienoBanns
U UX 00cy:KIeHne

Hwxe mpencrapieHbl ONUCaHUS CIy4acB
MUKPOAYIUTUKAIIUN ATUHHOTO I1JIe4a XPOMOCO-
MBI X, BKTtodaBux reH MECP2.
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Cnyuaii 1. Pe0&Hok — Manpuuk 3 JieT 5 Me-
CAIIEB, POAMJICS OT MOJIOJBIX POAMTENCH (Ma-
Tepu 26 ser, oty — 29). Hacrosmas 6epeMen-
HOCTh OBIIa TIEpPBOH, MpOTEeKaia C Yrpo3oi
MIpepBIBaHUs, MHOTOBOIMEM. Posibl mpon3ommmu
Ha 39 Henmene, Macca Tena peO&HKa MPU POXK-
nenuu Ob1a 3500 r, mmHa tema — 53 cM. To-
J0By peOEHOK Jeprkan ¢ 4 MecsIeB, CaMOCTO-
STeIbHO cuaen — ¢ 11 mec., xommi — ¢ 16 mec.,
C TOJIYTOpAa JIET MOSIBIIINCH OT/ENIbHBIE CIIOTH.
B BO3pacTe nomyroma oTMedaanch OTCYTCTBUE
3pUTENIFHOTO KOHTAKTa M 3aepiKKa ICHXOMO-
TOpPHOTO pa3BuTHs. PeOEHOK YacTo cTpaman pe-
CIUPATOPHBIMH BUPYCHBIMH HH(EKIHUAMU (10
8 pa3 B ron). [Ipu oOciienoBaHUM B BO3pacTe
3,5 nert ¢pu3nueckoe pa3BUTHE MpodaHaa ObLIO
CPEIHUM T'apPMOHUYHBIM; KOMIUIEKC MHKPOAHO-
MaJM{ BKJIIOYAJ BBICTYHAIOIIUK JIOO, IIHUPO-
KO€ JIMIIO, (PpOHTANIbHBIN 3aru0 BOJIOC BBEPX,
SMUKAHT, MAJIEHbKUM HOC C TUIIOIUIa3UEN KpbI-
JbeB, MAJCHBKHHA POT, KPYITHBIE OTTOMBIPEH-
HbIe YIIHBIE pakoBUHBL. HalOmiomamace rumo-
I1a3usl TEHUTAIWH W [IaJeBHIHAS MOIIOHKA;
BBISIBJSUTUCH TUITOTOHHS MBI, BhIpaXKCHHAS
3aJlep)KKa TICUXOPEUEBOr0 PA3BUTHUS; PEUb
ObUTa TpEACTaBlicHA OTICIbHBIMU CIIOTaMHU.
[Ipu 3xokapauorpaduu BBISBICH MPOJIANC MH-
TPaJIEHOTO KJIAITaHa; BEIPa)KEHHBIE HApyIIEHUS
ITOBEIEHUSI COOTBETCTBOBAIM YMEPEHHO BBIPa-
KEHHOMY ayTH3MY.

Y ManpuMKa TpU [UTOTEHETHYECKOM WC-
CJICIOBaHUU C TNpUMEHEeHUueM nuddepeHu-
AJBHOTO OKPAIITMBAHUS XPOMOCOM ITO JJIMHE HE
OBLIO BBISBJICHO aHOMaJHUi kapuoTumna. [lanu-
€HTy OBUIO TIPOBENEHO BBICOKOpPA3pEIIAoIIee
MOJIEKYJISIPHO-IINTOTEHETUIECKOE  HCCIIEeI0BA-
HUEe — MeTada3Has CpaBHUTENbHAs TeHOMHAas
rubpunnzanus (HR CGH), mo3Bonstomnias Bei-
SIBIIATh MUKPOJAENCIIMH U MUKPOAYTUTHKAIIUN
10 BceMmy reHoMy paszmepom ot 1,7 muH nH [1,
7, 8, 21]. Ilocne npoenennst CGH y manpuun-
ka ObL1a OOHApy)KEeHA MUKPOAYIUTMKALIUAS XPO-
mocoMmbl X B yuactke Xq28. Pesymsrarer CGH
B COOTBETCTBHH C MEXIyHAPOJHON Kiaccupu-
Kalyed TpeACTaBIeHbI CIEAYIONUM 00pa3oM:
ish cgh dup(X)(q28qter).

VY wmarepu npobaHna oOHapyxeHa Hepas-
Has MHaKTUBauus xpomocombl X (82:18), ko-
TOpasi BMECTE CO CTEPTHIMU KIMHUYCCKUMU
npu3HakamMu (KOTHUTHBHBIC HApYIICHUS, IIH-
POKOE JIMIIO, SIHKAHT, MaJICHbKUH POT, KPYII-
HbI€ VIIHBIE PAKOBUHBI) MOXKET YyKa3bIBaTh
Ha HOCHTENBCTBO €10 MUKPOAYIUIMKAIINA XPO-
MOCOMBI X.

Crnydaii 2. MajapuuK poaMiCs B CPOK OT
I 6epemenHOCTH, TpOTEKABIICH HAa (DOHE YTPO-
3Bl IPEPHIBAHUS, TUIIOTHPE03a, XPOHHUUECKOTO
nuenonepura y marepu. PeGeHOK poxumics

¢ Maccoit tena 3200 1, gmuHOM Tena — 51 cwM,
MocJIe POXKICHHUS COCAaTelIbHBIN peduiekc OT-
cyTrcTBoBal. HaOmromanuch MHOMKECTBEHHBIE
MHKPOAHOMAJIMW PAa3BUTHA: IIHPOKOE JIHIIO,
MaJieHbKasg HWKHSIS YeTIOCTh, KPYIMHBIE HU3-
KOPACIIOJIO)KEHHBIE YITHBIE PAaKOBHHBI, BBI-
CTYMAaIIUN 100, STUKAHT, TUTIOTLIA3Ks HOCA,
MaJICHbKHI POT, KOPOTKas IIIes, TOMEepPEUHbIS
JIAJIOHHBIC CKJAJKH, THIOIJIAa3us COCKOB
Y MyHOYHOTO KOJIBIIA, KPHUITOPXU3M, CYXKe-
HUE X0aH U PUTHIHOCTh HAATOpTaHHUKA. BbI-
ABIISTUCH clabast BBIPAXEHHOCTh HW3BHIIMH,
pacImpeHre MEXIONYIIapHOW IIeNH, BEH-
TpuKynoMeranusa. bonsHOW ObIT 0OCIENTOBaH
B ll-mMecsyHOM BO3pacTe, KOrja OTMedasaach
rpy0asi 3a7epiKKa MCUXOMOTOPHOTO H pede-
BOTO pa3BUTHS, ayTHU3M; PEUEBOC Pa3BUTHUE
pebeHKa COOTBETCTBOBAJIO 3 Mecsiam, IIo-
3HABaTEJIbHOE U JBUIaTEIbHOEC — 2 MECsAIaM.
OTMeuanuch MUKpoledadns, BBIPa)KCHHASL
TUTIOTOHUS MBI, 00Illee CHIDKEHWE JIBHUTa-
TEJIbHOW aKTHBHOCTH W CHHYCOBAas TaXWKap-
nusgs. Ha MPT romoBHOro Mo3ra BBISABIEHO
YMEPEHHOE PACIIUPEHUE TPETHEro U OOKOBBIX
KEJIYIOYKOB  MO3Ta, Cy0apaxHOUAAIBLHOTO
MPOCTPAHCTBA OOJIBIIUX MONYIIAPUNA U MO3-
*kedka. Takum oOpa3zoM, y peb&Hka Oblia rpy-
Oas 3amepikKa TICMXOMOTOPHOTO pa3BUTHS,
CUMIITOMaTHYECKasl OJIIICTICHA, TPaBOCTO-
POHHSSI TTHEBMOHHS, IbIXaTelbHAas HENIOCTa-
tounocts II-1II crenenu.

[Ipy UUTOrCHETUYECKOM  HCCIICIOBAHUU
c mpuMeHeHHeM auQepeHIaIbHOIO OKpa-
IIMBAHUS XPOMOCOM I10 JUIMHE ObLIO BBISBICHO
YBEJIUUCHHE TEPMUHAJIBHOTO Y4acTKa JJIMHHO-
ro meda xpomocombl X. Kapmorum pebenka
46,Y,add(X)(q28). Ilocnme mpoBemeHHS MoIe-
KYJSIPHO-IIUTOTEHETHYECKOTO  HCCIISIOBAHUS
(FISH) xpomocomHasi aHOoManus OmNpenelieHa,
Kak JyIutuKanms ydactka Xq28. Poqurenu npo-
0aH/1a OBUTM HEIOCTYIHBI [T 00CIICIOBAHMSI.

Cnyuaii 3. PebeHok — manpuuk 4,5 Jer,
pPOIMIICS OT YeTBEPTOi OepeMEeHHOCTH, HACTY-
MUBINICH Yy MaTepH B Bo3pacTe 36 JeT, y oTra —
B 33 roga. Marb umeeT 340pOBOTO ChiHA 12
JIeT OT mepBoro Opaka, JIBe MOCIEAYoIIne
OEpEeMEHHOCTH 3aKOHYMIUCh MEIUIIMHCKUMU
abopramu. B cBs3M C Ta30BBIM NpeJIeKaHU-
eM 1uiona Ha 39 Henene HacTosLel OepeMeH-
HOCTH TPOBEJCHO KEecapeBO CEUYCHHE: Macca
tena pedéuka Obuta 4000 1, amuHA — 53 oM.
Y HOBOPOXXIEHHOTO yCTaHOBIIEHA AMCILIA3HS
Ta300eIpEHHBIX CYCTaBOB, MOABBIBUX TOJIOB-
KU JIEBOTO Oefpa, B CBSI3U C 3TUM IPOBOJH-
Jach MMMOOWIM3alus KOHEYHOCTeH, mocie
IpeKpalnieHusi KOTopoi B Bo3pacre 11 mecs-
[IeB BO3HUK PEIUINB BIBUXOB FOJIOBOK 00EUX
OenpeHHBIX KocTeH. ['0JI0By MallbuMK Hauaj
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Iepxarb B 5—6 MecsleB, HaOIOAaIOCh OT-
CTaBaHHE ICUXOPEUEBOTO Pa3BUTHUSI peOEHKA
(cnoBapHBIi 3amac K TOAy COCTaBIsII 1—2 ciio-
Ba). llokasarenn Qu3mIeckoro pa3BUTHUS
oleHuBaIUChL HUXke cpenHero. C 1,5 net Ha-
OJIOMANIMCh TPUCTYTBI CYOPOT, C TOSBIECHU-
€M KOTOPBIX MPOM30IIENT HEKOTOPBIN perpecc
B NICHXO3MOILMOHAIBHON cdepe: HapylleHue
o01IeHusI.

IIpu obGcnenoBanum B Bo3pacte 4,5 ner
¢u3ndeckoe pa3BUTHE MaJbuUKa OBLIO HIKE
CPEIHero, BBIABISUINCH OTAEIBHBIE MHKPO-
AHOMAJIMH PAa3BHUTHA: IMHPOKas IMEPEHOCHUIIa,
MaJeHbKHI PpOT, 3a0CTPEHHBIA TMOIOOPOAOK,
KpYIHBIE YIIHBIE pakoBHHBL. Kpome Toro, ot-
MEUaloCh HapyIICHHE KOHTAaKTa C PEOCHKOM,
HaOJIONAINCh PAa3HOOOPA3HBIC CTEPEOTHUITHBIC
IBUKEHHUS (pacKkauMBaHHE, XOKICHHUE IO Kpy-
Ty) ¥ JpyTue ayTUCTUYEeCKHe YepPTHl B TIOBEE-
Huu. PedeBoe pa3BuTHe OBUIO Ha YPOBHE HC-
MOJIB30BaHUS 4—5 MPOCTBIX OTAEIBHBIX CIOB.
Manp4rK caMOCTOATENhHO HE XOIWI, HaOI0-
JAIACh TUIOTOHUS MBI JIMIAa W BEPXHHUX
KOHEYHOCTEN, HUKHUW BSUIBIN MTapanapes u To-
HUKO-KJIOHWYECKUE CYIOpOTH B KOJIMYECTBE
1-2 mpuctynoB exeaneBHo. Ha MPT ronos-
HOTO MO3Ta BBISABJIEHA AUJIATALUS KEITyIOYKOB
MO3ra W YMEPEHHO BBIPaXCHHBIE MPHU3HAKU
TuccrHIEhaTHH.

VY MansduKa MpU OUTOTEHETUYEeCKOM aHa-
nu3e MeTogaMu Au(epeHaIbHOrO OKpaLlt-
BaHMS XPOMOCOM I10 JUIMHE BBISIBJICH KapUOTHIL
46,XY,lphgh. YuuTbIBasi TSHKECTh KOTHUTHB-
HBIX HapyUICHWI W aHOMAJIMIO Pa3BUTHS MO3ra
Ha MPT, ObuIO pemeHo TPHUMEHHTh BHICOKO-
TEXHOJIOTUYHBIA METOJ] CEpUNHON CpaBHUTEIb-
HOW reHOMHOW rTuOpumm3ammu (array CGH)
JUTT UCKITIOYEHHS] XPOMOCOMHBIX MHKPOaHO-
Manui. B pesynerate mpoBeAEHHOIO HCCIENO-
BaHMs OBbUIO OOHAPYKEHO YBEIMYCHHE YHCIIA
xoruit JIHK B nnuHHOM Iieue XpoMOCOMBI X,
B ydacTke Xq28 ot 153 130 000-ro HykIeoTHIa
1o 153 647 227-ro HyKI€oTHIa XPOMOCOMBI X.
Hymmkarwst coctasmia mpumepro 500 000 mH.
bbun  BBISBIEHBI TaKKe MUKPOMYTUTUKAIINN
xpomocoMm 14 u 22 (yuactku 14q32.2 — 177 ThIC.
mH u 22q13.1 — 18 ThIC. TIH).

Heo0xoaumo Tak:xe OTMETHTb, YTO Y Marepu
rpobaHa ObUT OOHAPYXKEH BBIPAXKECHHBIN CIIBUT
X-unakruBaipu (96:4) nipu HOpMaTLHOM (heHO-
THIIE, YTO MOYKET YKa3bIBaTh HA aCHMIITOMAaTHYe-
CKOE€ HOCHTEIECTBO MUKPOTYIUTHKAIA Xq28.

Cnyuaii 4. Pebenok — mansuamk 1 . 7 mec.
pommiics B Cpok OoT | OepeMeHHOCTH, Ipo-
TEKaBLIEW ¢ yrpo3oi mnpepsiBaHus. Macca
Tena npu poxaeHuu coctasuia 2600 r, anvHa
Tena — 53 cM. PebeHok Ha MCKYCCTBEHHOH BEH-
TWISIIUY JIETKUX HAaXOAWJICS B T€UEHHE 2 He-

nenb. OTMedanach 3aJepkKa ICHXOMOTOPHOTO
Pa3BUTHS: TOJIOBY JieprKal ¢ 4 Mec., He TIon3all,
He xoama. Ha MPT rojoBHOro Mo3ra BBISBIIE-
Hbl WCTOHYEHHE MO30JINCTOTO Tejla Ha BCEM
€ro MPOTSHKEHUH, BBHIMSIYNBAHHE BapOIHEBOTO
MOCTa, JOOHast aTpodus 0e3 KOPTUKAIHLHOTO
MOBPEXKICHUSI.

B 1 rog 7 mecsneB coctosHue peOcHKA
pacleHeHO Kak 3a/epKka (PU3MYECKOTO paz-
BHUTHSI; OTMEUYajach BBIPAXKCHHAs MHKpPOILIC-
¢danus. KoMruiekc MEKpoaHOMAaluil BKITHOUAT
Opaxwuiedannuio, SIHUKAHT, IIHPOKOE JINIIO,
MHKPOCTOMHIO W OTKPBITBIA POT, HU3KO pac-
MIOJIOKEHHBIE KPYIHBIE VIIHBIE PaKOBUHBI,
KOPOTKYIO 1€, JIBYCTOPOHHHW KPHUIITOP-
XU3M; KPOME TOTO, BBISBIEHBI THIIOMHMHUS
nuna, auddys3Has MbIIIEYHAsT TUMOTOHUS,
rurnopedueKcusi, OTCyTCTBUE HaBBIKOB Camo-
CTOSITENILHOTO CHUJICHUSI M XOABOBI, MMIIpEC-
CHBHOM W DKCIPECCHBHOHN peun, 0OCIHEHHE
SMOIIMOHANBEHON cepbl, HapylIeHne KOHTaK-
Ta C OKPYKAIOIIMMH.

[lo naHHBIM 3apyOeXHOM KIMHUKH, Ka-
puotun manpunka — 46,XY. Ilpu uccnenona-
Hun Metonom array CGH, BeisiBneHa myruiu-
Kalus ydacTka xpomocoMbl X — Xq27.3-q28,
pazmepom 10,6 Mb (ot 144 313 065 no
154 930 046 HYKJIEOTHIOB XPOMOCOMBI X).

CrnemxyeT OTMETUTBH, YTO pa3Mep MYILIU-
Kanuu y Manpunka (6onee 10 miH mH) mO-
3BOJISIET OOHAPYXHUTHh MOJZOOHYIO CTPYKTYp-
HYI0 aHOMAJIMIO [IUTOTEHETUYSCKUM METOIOM
Ha XpOMOCOMax BBICOKOTO pa3pelieHusi, Mo-
CKOJIBKY 3TUM METOJOM MOXHO OOHapyXHUTh
W3MEHEHUs pa3MepoM OT 4-5 MITH TTH. JTo Huc-
cienoBaHue OBLIO MTPOBEACHO MPOOAHIY U PO-
nurensM. Kapuotumsl pomuTeneit peOeHKa
OBLITM HOpMaJTHHBIMHU, OTHAKO y OTIAa pPeOCHKa
OblJIa BBISBIIEHA XPOMOCOMHAs HeCTaOWIIb-
HOCTbh. YUYHTHIBasA, 4TO OOJbINAS YaCTh Mare-
ped neTedl ¢ MUCTaIbHBIMH JYTUTHKAIUAMU
Xq MOTyT OBITH O€CCUMITOMHBIMH HOCHUTEIIS-
MH ITOW aHOMAaJIMH, MaTepu mpodaHaa OBLIO
TaKXe mpoBeneHo ucciaegopanue array CGH,
KOTOpO€ He OOHAPYKUJIO TMATONOTHH. Y TPO-
0aHma mpu IeTadbHOM aHAllM3e BCEX XPOMO-
COM JIOTIOJTHUTENIbHBIN y4acTOK ObLI OOHapYy-
KEH He Ha XpoMocoMme X, KaK OXHIaoCh, a
Ha JUIMHHOM IUIeYe XPOMOCOMBI Y. JUIsl yTOU-
HEHUS JIOKAM3alui JOMOJHUTEIBHOTO Cer-
MEHTa XpOMOCOMBI X Ha XpoMocome Y OBbLIO
nposenerno FISH ucciaemosanme ¢ JJHK 30H-
noMm Ha reH MECP2, xoropoe moaTBepauio
€ro pacrnoiiokeHue Ha xpomocome Y. Takum
oOpasom, kapuoTun pebenka: 46,X.der(Y)
t(X;Y)(q27.3;q12). [Tockonbky y oTIa peOeH-
Ka xpomMocoma Y ObUla HOpPMaJlbHOM, MOXKHO
MPEANOJI0KHTh, YTO TPAHCIOKAIUS MEXIy

B ADVANCES IN CURRENT NATURAL SCIENCES  Nel,2015 W



B GUOJIOTUYECKUE HAYVKM N

395

xpomMocoMamM X M Y BO3HHKIA B IIpoLECCE
Meilo3a y oTua.

B pabore npoBeZicHO KIMHIYECKOE OIUCa-
HUEe HAOMIOMAaBIIMXCA NETeH C AYIUINKAIUSIMHU
JUTHHHOTO TIIeYa XPOMOCOMBI X, BKITFOUAIOIIH-
mu red MECP2. ¥V nmauueHToB oTMeydancs pajn
OOMIMX KIMHUYECKUX MTPU3HAKOB: MUKpoIe(a-
TS, 3aj7iepKKa MCUXOMOTOPHOTO M PEYESBOTO
Pa3BUTHSA, TUIOTOHHS MBI KOHEYHOCTEH,
CYIOpOTH, HapYIICHHUS BCKAPMIIUBAHUS, THITO-
IJ1a3usl TEHUTAIMH, PEKYPPEHTHBIC HUHPEKIIUU
Y JTUIEBbIEé MUKPOAHOMAIUH (IIHPOKOE JUIIO,
SMUKAHT, KpPYyMIHBIE YIIHBIE pPaKOBUHBI, Ma-
JIEHPKUI POT). HA OCHOBAHUHU CHEIH(PHIECKO-
ro ¢eHoTuna, OONMBIIMHCTBO HCCIEOBaTeNeiH
MIPEINONIOKIIIN CUNTATh JJaHHOE 3a00JieBaHue
MUKPOAYIUTUKAIMOHHBIM CHUHApOMoM [1, 14-
18], 4ro cnemyer cuuTarh OOOCHOBAHHBIM,
YUUTBIBas TIOJYYCHHbIE HAMHM KIMHUYESCKUE
nmaHHble. BMecTe ¢ Tem, oTMedeHa Bapralenb-
HOCTh (PEHOTHUIHYECKUX TPOSIBICHUN CHH-
npoma. Hekortopele mnpusHaku (OTCYTCTBHE
HAaBBIKOB XOJIbOBI, THITOTOHHUS JINIIEBOW MYCKY-
JaTyphl, CIIACTUYHOCTH U JIP.) HAOIOIaIUCh HE
y BCEX, a TOJILKO Y OJTHOTO JINOO JIBYX OOJIBHBIX.
AyTUCTHYECKHE MPOSIBICHHS, KOTOPHIC HE OTTH-
CBIBAJIUCh paHEe KaK XapaKTepHBIA MNpPU3HAK
3a00eBaHMsI, BO3MOXXHO, BBISIBISUINCH y Ha-
IUX JeTell MOTOMY, YTO paHee Mpe/ICTaBJICH-
HBIE JIeTU He OBLTN MCCIEOBAHbI M0 ayTHCTH-
YECKUM IIIKaJIaM.

OTMeueHHbBIC HaMU (PEHOTUIIUYCCKHE
pa3auvus MeXAY ASThbMH, BEPOSTHO, 3aBUCE-
JY OT pa3MepoB M T€HHOTO AucOananca npu
IYIUTUKAIMY JUTHHHOTO I1ieda XPOMOCOMBI
X B KaXJIOM KOHKpeTHOM ciydae. Cremyer
OTMETHUTH, YTO COCTOSTHHE JAEeTeH B CIydasx
1 u 3 ¢ cyOMUKPOCKONTHYIECKIUMHU JYTLIHKA-
nusimMu Xq Obuto OoJsiee JEerkuM (CoxpaH-
HBI HaBBIK XOJbOBI, OTCYTCTBUE 3aJICPIKKHU
¢u3uUecKoro pasBUTHS, MHUKpoledaanun)
10 CPaBHEHUIO C JICTHbMU NPHU TYIUITUKAIUAX
00JIBITIOTO pa3Mepa B cirydasx 2 u 4.

ITockonpky OonbHBIE 3 U 4 ObLTH 00CTENO-
BaHBI C TIOMOIIBIO0 BBEICOKOPA3peIIaronien Tex-
Honoruu array CGH, To npu onieHke nosy4deH-
HBIX PE3yJIBTATOB, OBUIH BO3MOXKHEI JIEMEHTHI
ououHpopmarnueckoro ananuza [10-13]. Taxk,
y OOJIBHOTO 3 C OTHOCHUTEIBHO JISTKUMH KIJTH-
HUYECKUMH MPU3HAKAMHU JYTUTMKAIAS Yy4acT-
ka Xq28 cocraBuna Bcero oxomo 500 000 mH
10 CPAaBHEHHIO C TYTUIMKAIIUEN pa3MepoM MpH-
meprOo 10 000 000 mH y 601IbHOTO 4 C TSIKETBIM
CUMITOMOKOMIUIEKCOM. JyTrumMiupoBaHHHBII
y4acTOK B HaOIIONEHUU 3 BKItOYan 26 TEHOB,
7 13 KOTOPBIX CBSI3aHbI C 3a00JICBAHUSIMH, OTIH-
caHHbIMH B 0Oa3e gaHHelx OMIM. V 6oabHOrO
4 B 0o0mIEH CIIOXKHOCTH OBUIO TYILTUIIMPOBAHO

155 reHoB, 23 U3 KOTOPBIX acCOLMHPOBAHBI
¢ ykazauHpIMH B OMIM reHeTH4eCcKUMu CHH-
JIPOMaMH.

[TocnencTBust yBeNWMYEHHUS HKCIPECCHU
OONBIIMHCTBA TEHOB XPOMOCOMBEI X, HEIO-
cTaroyHo u3ydeHbl. OmHAKO B TOCIETHHUE
roJbl yCTAHOBJIEHO, YTO YBEJIWYEHHUE IO3bI
perynstopraoro rena MECP2 BeI3bIBaeT Ts-
KNy NUCHYHKIHIO HEHPOHOB TOJOBHOTO
mo3ra. [IpuHATO cuMTaTh, 9TO K Pa3BUTHIO
natoigorun [[HC w numeBsix nusmopduit
y OONBHBIX C AWCTATBHBIMHU AYTUTAKAIUS-
MH X( TPHUBOIUT MOBBHIMICHHAS IKCIPECCHS
uMmeHHo reHa MECP2 [16]. Dto mocnykuio
OCHOBaHHMEM Ha3BaTh 3a00JIEBaHUE CHHJPO-
moM nyrmukauuu rena MECP2 [15-18, 23],
HECMOTpS Ha YBEIUUCHHUE «JIO3BD» IAPYTUX
OOBIYHO BXOMSIIMX B COCTaB AYIUIUKAIIUU
renoB, Takux kak SLCO6AS, LICAM, FLNA,
GDI1 u ap., MOTEHIINANBHBIN aXTUTHBHBIN
ekt yBenmnuenus uncia kot JJHK xo-
TOPBIX HEKOTOPBIMH aBTOPAMH CUYUTAETCS
HeOombiuM [16]. Tak, U3BECTHO O TOM, YTO
HanOoyiee TSKEIbIe KIMHUYECKUE TPOsBIIC-
HUsl ObUIM BBISBJICHBI y MAIMEHTOB C TPHU-
minukanueit rena MECP2 [18]. Kpome Toro,
OBUIM OTFCAHBl HETMATOTCHHBIC NYTUTHKAIIIH
Xq28, ve Bxirouaromue rek MECP2 [8, 16-
18]. Kpome Toro, mpenmnonaraercsi, 4To yBe-
nudyeHue 1036l reHa GDI1, koTopelit 00BIYHO
BKJIIOUAJICS B AYIUIMKAIIMK JJIMHHOTO ILieya
XpPOMOCOMBI X OOJBIIOTO pa3Mepa, MOMKET
OBITh aCCOLMMPOBAHO C HaOJIOJaEeMON MHU-
kporedanueii (4 ciaydaii). OOIIUMU 115 CITY-
yaeB 3 1 4 IymIUIUPOBAHHBIMU T€HAMH, T10-
mumo MECP2, 6611 rensl FLNA, L1ICAM,
C MyTalusMH KOTOPBIX CBA3BIBAIOT MOHO-
reHHble (opMBbl X-CIETUICHHOW YMCTBEHHOU
oTcTanoctd, a Takxke red RPL10, skcnpec-
CHUPYIOIIMICA B KJIETKaX TOJOBHOIO MO3ra.
MoXXHO TpPEANoNOKUTh, YTO yBEIUUYCHUE
«A03bl», 110 KpaHEH Mepe, YacTU M3 3TUX
TE€HOB MOTJIO BHOCHUTE CBOM BKJIaJ B HapyIIIe-
mue ¢pyukmnuu [IHC [1, 3, 11].

[TonydenHsle B HacTosmIed pabore maH-
HbIE YKa3blBalOT Ha TO, YTO YyBEIHWYCHHE
no3bl He Tolbko TeHa MECP2, o u npyrux
F€HOB, BHOCUT BKJIaJ B MaTOT€HE3 U KIUHU-
YeCKUEe MPOSABICHUS IYIUIMKAIUHU JIUHHO-
ro miaeya xpomocombl X (Tabmuna). Takum
obpa3zoM, MIMPOKOE MPUMEHEHHE TEepMHUHA
«cuaapom nymiukanuu reia MECP2y, Be-
POSITHO, HEJOCTATOYHO KOPPEKTHO BO MHO-
rux cinydasx. KinHWYeckue mposBICHHS
y HaOJFOIaBIIUXCS HAMH J€TeH MHUPOKO Ba-
pPBUPOBAIN M 3aBUCENIM OT TEHHOTO aucOa-
JlaHCa TpHU OYIUIMKAIUSIX C y4acTHEM TeHa
MECP2.
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PesynbraTsl IUTOTEHETUYECKUX U MOJIEKYIISIPHO-LIUTOT€HETUUECKUX UCCIIEN0BAHUN Y JeTel
C IMCTANbHBIMH TyTIUKAUsIMU X(, BKiItogaromumu red MECP2

Ne
nanu- | MeTtoa uccienoBaHus Pesynbrar ncciaenoBanust Ouetika p 63]}3]25521 HCCIeR0-
eHTa
CrangapTHOE IIUTOTe-
HETHUYECKOE UCCIIEIO- 46,XY Hopwma
BaHUE
! M M
eragasuan CpaB- | i oo qup(X)(q28ter)(ISCN 2005) HKPOILyTLIMKAIIA
HUTCJIbHAsI TCHOMHAas ISh c h enh(X)( 28 ter)(ISCN 2009) XpOMOCOMBI XB y4acTKe
rudpuan3ays g q=cq Xq28
CrangaptHoe VBeau4YeHue TepMUHAIILHOTO
LIUTOTEHETHYECKOE HC- 46,Y,add(X)(q28) y4acTKa JUIMHHOTO Ijieyua
2 CJIE/IOBaHHE XpOMOCOMBI X
Hynnukanus XxpoMocomsl X B
FISH 46,Y,dup(X)(q28q28) yuactie Xq28
CraHgapTHOE IUTOTE-
HETUYECKOE UCCIIE0- 46,XY,1phgh Hopma
BaHKE
3 46,XY, 1phgh, arr MuxponyniIuKanun
Cepuiinas cpaBautens- | 14q32.2(101,142,170- 101,318,256) | Xq28 (517,000 mH), a Takxke
Hasi TCHOMHasI THOpH- x3, 16p13.3(814,190 — 962,809)x3, 14q32.2 (176,086 un),
JIM3aLust 22q13.1 (38,003,877-38,022,161)x3, 16p13.3 (148,619 mH),
Xq28(153,130,000-153,647,227)x3 22q13.1 (18,284 nn)
CrangapTHoe VBeau4YeHue TepMUHAIILHOTO
LIUTOTEHETUYECKOE UC 46,X,add(Y)(q12) y4acTKa JUIMHHOTO IJIeua
4 CIIe/IOBaHHE XpOMOCOMBI Y
Ceputiinas cpapautenb- | 46,XY.arr Xq27.3928 (144,313,065- MHKpOTy TUTHKAIs
Hast rerzll(;g[:iﬁﬂm6pn— 154,930,046)x2 Xq27.3-q28 (10,616,981 s

CornacHO JaHHBIM JINTEPaTypbl, OObIIas
4acTh MaTepel AeTel, UMEIOLINX TyTTHKALIUI0
yuacTtka Xq28, MOTyT OBITh 0€CCHUMITOMHBIMU
HOCUTENTFHULIAMH 3TOW XPOMOCOMHOM aHOMa-
JVH, HE TPOSBISIA KIMHUYECKHX TPU3HAKOB
3a00JIeBaHus, 3a CUeT cJBUra X-WHAKTHBAIIHHY,
KOrZja B OpraHW3Me JKCHIIMHBI IpEeUMyIle-
CTBEHHO HMHAKTHUBHPYETCS IOpa)XeHHas Xpo-
Mocoma X. B cBsi3u ¢ 3TMM mpexmnoiarancs
BBICOKHI pUCK (50 %) MOBTOPHOTO POXKICHUS
0osbHOTO peOeHKa MYKCKOTO TIoJia B HaOIto-
JaBIuxcsa Hamu ceMbsx [1, 9]. [Toatomy Bcem
CEMbSIM OBUTO PEKOMEHJIOBAaHO O0O0CIEOBaHUE
ponuteneit. Y marepeit 6onbHBIX B 1 1 3 ciry-
Yasix ONpENeNIeH CIABUI MHAKTHBAILMM XPOMO-
coMBbl X, HA OCHOBaHMU KOTOPOTo OBUIO Tpes-
MIOJIO’KEHO HOCHUTENBCTBO JKEHIIUHAMY U3 ATHX
ceMel IymMKanuu X, BKJIIOYAIONINE TI'eH
MECP2. MM pexoMeHJ0BaHO 00cienoBaHue
metoznoM array CGH, u, B ciyuae BBISIBIEHUS
MUKpPOIYTUIMKAIMA, HallpaBJIcHUE Ha WHBA-
3MBHYIO TIPEHATANBHYIO JUATHOCTUKY TIPH TO-
CIEeMYIONNX OEpeMEHHOCTAX. B cirydae 4 MaTh
HE SIBJIATAaCh HOCUTENIbHULEH AyIUTUKanuu (1o
pesyneratam array CGH), xotopas Bo3HHKIIA
de novo B criepmarorenese, Ha 4TO yKa3bIBaJlO
MPUCYTCTBHE JAOTOJHUTEIBHOTO Marepuaa
XpoMOCOMBI X Ha xpoMocome Y y mpobaHna

¥ HOpMallbHas XxpoMocoma Y y ero oTma. B mo-
JMOOHBIX PEIKUX CIydasXx TOBTOPHBIH PHCK
pOXJIeHUsT OONBHOTO peOCHKA paBeH OOIIEIo-
mysiuoHHoMy. Hajo ckasare, 4To CHHIpOM
nyrmikanuu X, Bkimtodatorneit ren MECP2,
OTKPBIT Onaromaps pa3BUTHIO COBPEMEHHBIX
MOJIEKYJISIPHO-IIUTOTEHETHIECKIX TEXHOJIOTHI
(array CGH). CoBpeMeHHBIE TEXHOJIOTHH 3HAa-
YUTEIHHO BIMSIOT HA Pa3BUTHE MEIUITUHCKON
TCHETUKU, OTKphIBasi HOBBIC MHKPOJCIICIIH-
OHHBIC M MHKPOIYIUTUKAITUOHHBIC CHUHIPOMBI
¢ nopaxkenuem [{HC. B Hacrosiiiiee Bpems 3¢-
(EKTHBHBIM CTAaHOBUTCS IEPBUYHOE M3YUCHHUE
TCHOTHUIIA, BTOPUYHBIM — OIIEHKA CHMIITOMO-
KOMITJIEKCa TIPY aHAJIOTUYIHBIX TeHOMHBIX aHO-
MaJusiX, TaK Ha3pIBaeMoe «oOparHoe (peHoTH-
MTMUPOBaHUEY.

3aKkjIoueHne

[IpencraBieHHble B HacTOAIIEH pabdoTe
Cllydan JI€MOHCTPUPYIOT TPEUMYINEeCTBa HC-
MOJIB30BaHHS BBICOKOPA3PEIIAIOIINX MOJIEKY-
JISIPHO-LIUTOTEHETHUECKUX TEXHOJIOTHI B -
FHOCTHKEe Heau(pepeHIHpoBaHHbIX  (hopm
YMCTBEHHOM OTCTaJIOCTH I10 CPABHEHHUIO C Tpa-
qunuoHHbIMH [1, 8, 10-13, 21]. OnHako, MeTon
MOJICKYJISIPHOTO KapUOTUITHPOBAHHS, HECMO-
TPs Ha BEICOKYIO Pa3penaronyto ciocoOHOCTb,
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HE MOXET LEJIHKOM 3aMEHHUThb CTaHIapTHHIN
IUTOT€HETHYECKUI aHaJN3, U BBISIBUTH Takue
M3MEHEHUs, KaK MO3aWIU3M HH3KOTO YPOB-
HA, XPOMOCOMHYIO HECTaOWJIBHOCTH, «cOa-
JIAHCUPOBAaHHbIC» TEPECTPONKU C TOTepei
XPOMOCOMHOTO MaTepuana W TMOIUTLIONIHNIO,
a TaKkKe JIOKATH3aUMI0 IYIUIMLHPOBAHHOTO
TeHEeTUYECKOro Martepuana B kapuotumne. Ilo-
aToMy it obOecrieuenus 3¢(dexkTuBHON aua-
THOCTUKH CTPYKTYPHBIX aHOMAaJIUH XpOMOCO-
MbI X TpeOyeTcsl UCTIOIb30BaHUE CIEMYIOMINX
METOZIOB: IIUTOTEHETHYECKOTO, MOJIEKYISIPHO-
nutorenernueckux (FISH, HR CGH, array
CGH), a Taxxe B MOqOOHBIX HAIIUM CITy4asMm
HCCIIEIOBaHUSl MHAKTUBALIUKM XPOMOCOMBI X.
VY xaxnoro OOJBHOTO COOTBETCTBHE KIIMHU-
YECKUX MPHU3HAKOB aHOMAJMSIM, BBIIBICHHBIM
[IUTOT€HETHUYECKUMH U MOJEKYJIIPHO-IIUTOTe-
HETHYECKUMU METOJIaMH, TpeOyeT HHIMBHIY-
apHOTO aHam3a. [Ipu ncnoap30BaHNN MeTOA
array CGH nHeoOxogmmo mpoBeneHHe OHMOWH-
thopmarnyeckoro ananmza [10-13], xoTopsIit
MOXET CIIOCOOCTBOBATH NMOMCKY TCHOB-KaHAHU-
naroB, n3MeHenue yrcna xkonui JJHK kotopeix
BeAET K (hopMHpOBaHHIO (PEHOTUNA y JETEH.
KommuiekcHoe oOcnenoBanue OONBHBIX C 4a-
CTHYHBIMH JTUCTATLHBIMH aHOMAJIASIMHU XPOMO-
COMBI X 1 YJICHOB MX CEMEH, BKIIOUAIOIIEe BCE
TIepeYrCICHHBIE BBIIIIE METOBI, TTO3BOJISIET HE
TOJBKO KOPPEKTHO IPOBOIUTH T€HETHUYECKYIO
JUarHOCTHKY, HO M ONIPENeNsTh TAKTUKY MEAH-
KO-T€HETUYECKOTO KOHCYJIBTUPOBAHMUSL.

Hccnedosanue evinonneno 3a cuem  2pam-
ma Poccuiickoeo Hayunoco @ownoa (npoexm
Ne 14-15-00411).
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