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TETPACOMUA XPOMOCOMBI 18 (18P): OIIMCAHUE CIIYYASA U OB30P JIMTEPATYPbI
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Onucano pedkoe xpomocommoe 3abonesanue — mempacomus 18p y manvuuxa uemvipex nem. Llumocenemuuecxuil ana-
JIU3 NOKA3A NPUCYMCIMEUE OONOTHUMENbHOU MAPKEPHOU XPOMOCOMbL, UOEHMUPUYUPOBAHHOU NPEONONONCUMENLHO KAK
usoxpomocoma 18p [i(18p)] u noomeeporcoennoii gparoopecyenmuotl cubpuouzayueti in situ (FISH). @enomun mempa-
comuu 18p sapuabenen: ¢ naubonvuiel 4YacmMomou 6CmMpesaiomcs 3a0epiHcKa YMCMEEHHO20 pA3eUmus, MuKpoyepaus,
Ccmpabusm, HUSKOPACNONONHCEHHbIE OeOPMUPOBAHHbIE YULIHbIE PDAKOBUHDL, USMEHEHUS MbIUEYHO20 MOHYCd, CKONUO3bl/
Kughoswl, a maxice mpyoHOCIU CKAPMAUBAHUSA 8 HEOHAMATbHOM nepuode. IIpeononazaemes, ymo KAUHUYECKULL NOaU-
Moppusm npu mempacomuu 18p onpedensiemcsi 0cO6EHHOCMAMU XPOMOCOMHOU NAMONLO2UU HA MOLEKYIAPHOM (2€HOM-
HOM) YPOSHe U C8A3aH ¢ UHOUBUOYATbHLIMU 8APUAYULMU 2EHOMA 8 KAHCOOM KOHKDEMHOM Cayude 3a001e8aHU.

Knouesvie cnosa: mempacomus 18p; mapxepuasn xpomocoma, ¢uoopecyenmuas eubpuouzayus in situ (FISH)
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TETRASOMY OF A CHROMOSOME 18 (18P): DESCRIPTION OF A CASE AND LITERATURE REVIEW
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A rare chromosomal disorder — tetrasomy 18p in four-year-old boy has been described. Cytogenetic analysis showed
the presence of an extra marker chromosome identified presumably as isochromosome 18p [I(18p)] and confirmed by
fluorescence hybridization in situ (FISH). The tetrasomy 18p phenotype is variable: with the greatest frequency there
are occurred mentl retardation, microcephaly, strabismus, low-set deformed ears, changes in muscle tone, scolioses/
kypophoses, as well as feeding difficulties in the neonatal period. The clinical polymorphism in 18p tetrasomy is assumed
to be defined by features of chromosomal pathology at the molecular (genomic) level and linked to the individual

variations of the genome in each specific case of the disease.

Key words: 18p tetrasomy, marker chromosome, fluorescent hybridization in situ (FISH)

acomuss 18p (OMIM 614290) — penkoe
XpOMOCOMHOE 3a00JIeBaHNEe, XapaKTepU3yrole-

€Csl YMCTBEHHON OTCTaJIOCTBIO, YePETTHO-JIUIIe-

BBIMU TUCMOpGUSIMU, cyoporamu. Berpedaercs: 1aHHas
natonorusi ¢ yacroroi 1:140 000 >xuBopoKACHUH, C CO-
oTHoIIeHreM 1ojoB Mok = 1:1 [1]. ®enorun oOycnoB-
JICH MIPUCYTCTBUEM CBEPXUMCICHHON METAlleHTPUUYECKON
MapKepPHOH XPOMOCOMBI, TIPEJICTABICHHON JIByMsI KOTIMSI-
MU KOPOTKOTO IjIeya XpoMocoMsl 18 u 1—2 nenrpomepa-
MH, 00pa3yromumMu u3oxpomocomy 18p. Briepsbie kimHu-
YecKas ¥ [IUTOTCHETHIeCKass KapThHa 3a00IeBaHus ObLTH
npeacrasneHsl B 1963 . K HacTosiieMy BpeMeHH B 3apy-
OexHolt uTeparype onrcano oonee 100 ciaydaes [2—4].
Paznuunble BapuaHThl MApKEPHBIX H30XPOMOCOM BCTpE-
yaroTcst ¢ yactotor okosto 0,5 Ha 1000 HOBOpOXKIEHHBIX [ 1,
5]. Onpenerenre IpUPOIBI JIF0O0H MapKepPHOU XPOMOCOMBI
KJIacCHYeCKUM KaproTunupoBanreM (G-oKparriBaHHEM)
3aTPYAHUTENIFHO, TIOATOMY JIaHHBIH METOJ HCIIONB3YeTCs
TOJIbKO Ha TIEpBOM 3Tale JUMarHoCTUKU. B nanbHeiiem
Le7eco00pa3Ho  MCIONIb30BAaHUE MOJIEKYJSIPHO-LIUTOTeHE-
THUYECKUX METOJIOB HccliejoBanus. Tak, quroopeciieHTHas

Jlas koppecnonaenumnu: Cumonosa Bepa Bauecnagnsna, nayd. cotp.,
e-mail: vera.simonova@rambler.ru

ruopumaiw in situ (FISH) siBnsiercss ObICTpBIM U J10-
CTYTTHBIM METOIMYECKHUM ITPUEMOM [Tl BEPUPHUKAIIH JTIO-
001t MapkepHOiT XxpoMocoMbl, B yactHOCTH i(18p) [6—8]. B
HacTosIel pabore onucal 4-JIeTHUI MaJbuMK C TeTpaco-
muei 18p, anarno3 koropomy ObUT TIOCTaBJIEH MPH MPOBE-
nennn FISH-ananuza ¢ ucnosnb3oBaHiEM NPHLIEHTPOMEp-
HOTO 30H/1a Ha 18-10 XpoMocomy.

Marepuajbl 1 MeTOABI

Knunuuecroe onucanue cnyuaa. Illanuent K. (Bo3-
pact 4 roga 5 Mec) ObUI HampaBJIeH Ha IIUTOTCHETHYe-
CKHI aHaJIU3 B CBSI3M C OCOOCHHOCTSIMH (hEHOTHIIA, 3a-
JIEP’)KKOM YMCTBEHHOTO M (DM3MUECKOTO pa3BuTHs. Pebde-
HOK OT TPEThei OEpeMEeHHOCTH, TPOTEKABIICH ¢ YTrpo30it
MIPEePBIBAHIS, BTOPBIX CPOYHBIX POIOB B TOJIOBHOM IIpEI-
Ne)KaHuA. B ceMbe OTCYTCTBOBAIM JaHHEBIE O TEHETHYC-
CKHX 3a0oJeBaHusAX, Opak HepoacTBeHHBIN. [lepBas Oe-
PEMEHHOCTD IMpepBaHa MEIUIIMHCKAM abopTOM, BTOpas
3aKOHYHIIACh POXKJICHUEM 3JI0POBOTO MAJIBYHKA.

Macca Tena mpoOaHIa TpU POXKICHHH COCTaBIIsIA
3000 1, mymuaa — 50 oM, oreHKa 1o mkajne Anrap — 6/7
bayioB. B mepros HOBOPOXKIEHHOCTH OTMEYAIIOCHh CPBI-
TUBAaHUE, TUTOXas TIPUOaBKa B BECe, KOPMIICHHE TTPOBOIH-
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nock uepe3 30111, C paHHEro Bo3pacrta peryisipHO POBO-
JTAIIOCH JIEYEHHE TI0 TIOBOAY 33JeP)KKHA TICHXOMOTOPHOTO
pasButus. B 2 roma mocraBneH muaraos3: «OpraHndeckoe
nopaxxenue ITHC, cunapom JILTI, 3anepkka qBUrarTeib-
HOTO W TICHUXHYECKOTO pAa3BUTHSI, ATAaKTUUECKUH CHH-
npom». B Bospacte 3 et 5 mec Habmromancs snu3oxa ¢e-
OPHIIBHBIX CY/IOPOT.

denoTunMUecky y pebeHKa oTMedanach Joauxoueda-
TSI, BBICTYTIAIOIIUK 3aThUIOK, YIIMHEHHOE Y3KOE JIHIIO,
BBICOKHIA JIOO, STHKAHT, TUIIEPTEIIOPU3M, aHTHMOHIOJIO-
WJIHBIN pa3pe3 TNIa3HbIX MIeJield, KOPOTKUE Y3KHe TIa3HbIe
IIENH, ITUPOKOE EPEHOCHE, ITMPOKUI KOHYUK HOCA, JTUC-
TUIACTHYHbIC, HU3KOPACIIOIOXKEHHBIC YIITHbIE PAKOBHHBI C
BBIP2YKEHHBIM 3aBUTKOM W THIIOTUIA3MPOBAHHON MOUYKOH,
MUKPOOTHSL, [UTMHHBIH (PUITBT, MTOTHAS HYKHSS Ty0a, Ipo-
reHMs1, OpaxuIaKTHIINS MAJIbIIEB Ha KUCTSX, Y3KHE CTOIIBI,
TIOJIUTEITUSI CIIEBA, BBIPRKEHHAsS MOJKOXKHASI COCYIHCTAst
cethb (puc. 1). HaOmromamuch Tarxke IIOCKO-BaTbIyCHAs
YCTaHOBKa CTOII, HAPYIIEHWE OCAHKH 10 KH(POTHIECKOMY
THUITY, @ TAK)KE BPOXKICHHBIN JIE€pMaJIbHbIM CHHYC B MOSIC-
HUYHO-KPECTIOBOW oOnactu. OTMedYeHa YacTUIHas aTpo-
(¥ 3pUTEITBHBIX HEPBOB, MATOJIOTHS IPOBOASIINX ITyTEH,
MHOIUYECKUI aCTUTMATH3M, BTOPUUHOE CXOASAIIEECs KO-
comasue. Poropeakiys Oblia 3aMeAsIeHa ¢ IByX CTOPOH,
HaOJII0AIOCh HEMPOIOIDKUTEIILHOE BPeMsI TIPOCIICIKUBA-
HUe 1 puKcarms B3opa. Ha KoHTakT peOeHOK 11es 0XOTHO,
TIPOSIBIISUT aKTUBHBIN MHTEPEC K OKPY KaroIeMy; ObUT JBH-
raTeibHO U IICUXMYECKU PACTOPMOXKEH, BO3OYIIUM, YIIPSIM.
UrpoBasi 1esTeNbHOCTh OLCHUBATIACH KAK MAHUITYJISATHB-
Hast. OOpamany Ha ce0s BHUMAHUE TTEPUOIUICCKHIE CTe-
peoTunuu — mnepedupan pyKaMu MIeJecTSIINe IpeamMe-
Thl, TepeOu Urpyliku. BHUMaHWEe KOHIEHTPUPOBAJ He-
JIOCTaTOYHO, TIEPEKIII0YaeMOCTh 3arpyaHeHa. [lonnmanne
pedr CHIKEHO, BBITIOJHSUT IPOCThIE HHCTPYKIMH. B peun
MIPUCYTCTBOBAJIM CJIOTH, OTIEIbHBIE JIETIETHBIE CIIOBA, TO-
BOPHJI OXOTHO, MHOTO, SMOIIMOHAILHO. HaBBIKHU ONPsITHO-
cTH OBUIM HWKE BO3PACTHON HOPMBI, HAOIIONAIOCH HOY-
HOE HenepkaHue Moud. B nBurarenbHo-pedieKTOpHON
chepe ormeuanach qudPy3Has MbILIEYHAS THIIOTOHHS
0e3 YeTKOl acCHMMETPHH TOHYca. MOTOpHBIE HABBIKU ObI-
1 cpOopMHUPOBAHBI TI0 BO3PACTY; MEJKas MOTOPHKA PYK
HEJI0CTaTOYHA; TOPOTLINB, MOTOPHO HeJOBOK. [Ipu xomp0e
HaOIoanach aTakCysi C HAKJIOHOM TYJIOBHIIA BITEPEI.

Puc. 1. ®denorun npobanga ¢ TETPACOMH-
el xpomMocombl 18 (KapHOTHII MaJbUHMKa
47,XY,+i(18p)).

[Iposenennoe MPT romoBHoro mo3sra (puc. 2) BbI-
SBWJIO B OOJIACTH 3aJJHUX POTOB OOKOBBIX YKEITYAOYKOB
HeOombIIie 30HbI OBhIIIeHHOTO curHaina Ha T2-FLAIR-
M300paKEHISIX W W30MHTEHCWBHOTO CcUTHama Ha T1-
M300payKeHIH, TIPU3HAKA 3aJCPKKH MUCITHHU3AIIH Tep-
MUHANBHBIX 30H. Ha 331 Ha doHe 3ameyieHust OCHOBHOM
AKTMBHOCTU ¥ HApPYIICHUS MEXK30HAILHOTO IuddepeH-
uupoBanuss BOA TomoBHOro Mosra BBIABISUIUCH HEpes-
Kas MPaBOCTOPOHHSISI ACUMMETPHSI PUTMHUKH, YMEPEHHbBIE
i dy3HbIe TPU3HAKK pa3IpaKEHUs C aKIIEHTOM B IPABOM
MOJTyIIAPYH, HAIWYHE SMIENTH(OOPMHBIX U3MEHEHNH B
MPaBBIX 3aTHUIOYHO-TEMEHHO-3aTHEBUCOYHBIX OTIeNaX,
qucOananc  KOPKOBO-TIOAKOPKOBBIX — B3aUMOJICHCTBHIA.
Y31 opranoB OpIOIIHOI MOJOCTH BBISIBIJIO BTOPHYHBIC
M3MEHEHHSI TIOKEynouHo skenessl. [lo mannemm Y3U
MOYEK BBIABJICHBI MpU3HAKK Kpuctautypuu. DxoKI ycra-
HOBHWJIA HE3HAUUTENBLHOE PACIIMPEHUE IMOJOCTU JIEBOIO
JKEJyJ[04Ka Oe3 YTONIIEHUs] CTEHOK, ITPUCYTCTBUE B HEM
(barpIIXOp/1, OTMEYEHO YCKOPEHHE KPOBOTOKA B HUCXO/IS-
mei yactu aoptel. Y3U simuek U3MEHEHUI HE BBIIBUIIO.
Buoxumuueckuii aHaiu3 KpoBH MOKa3aJl MOBBIIIIEHHOE CO-
nepxaane ACT — 38,6 En/n (Hopma o 37,0 En/m), JIAT
— 676,4 Ex/n (Hopma 225,0—450,0 En/m), ILIdD — 855,3
En/n (Hopma 64,0—664,0 En/m), octanbHbIe TIOKa3aTelu
B TIpeiesiaXx HopMbI. [Ipu moBTOpHOM 00CIeI0BaHHUH TIPO-
Oanma B Bo3pacte 4 ser 11 mec u 5 et 3 Mec (Ha QoHe
MIPOBOIUMON HEHPOTPOPHUUICCKON Tepanmuu W Peryisip-
HBIX 3aHATHHA C JIOTOTEIOM-AS(EKTOIOTOM, TICHXOIOTOM,
COIIMAJIBHBIM TeJaroroM, KypcoB JIeueOHON (HU3KYIBTY-
pBI) OTMEUEHO YITYYIIICHHE MOTOPUKHU PYK, YMCHBIIICHHE
aTaKCUU, yBEIUYEHUE PEUCBOM IMPOMYKIUH, TOSBICHUE
pocToil (hpa3bl B DKCIPECCHBHOW PEYH, yMEHBIICHUE
KOJIMUECTBA CTEPEOTUIUH, ypeKEHHE SIU30I0B SHYpe-
3a. /lmarHocTtrka 3a00NieBaHUS MPOXOMJIa B J[Ba JTara,
C WCTIONIb30BaHUEM OOIIEro ITUTOTEHETHYECKOTO METoIa
n Oonee criermUIECKOr0 MOJEKYISPHO-TeHETHYECKOTO
HCCIIe/IOBAHMS.

Llumozenemuyeckuii ananus

[lutoreneTnueckoe WUCCIeNOBaHUE TMpoOaHAa U
YJICHOB €ro CEeMbU OBbLIO TPOBEACHO CTAHIAAPTHBIM
KJIACCHYECKUM METOZOM C HUCIOJIb30BAHHEM KYJBTY-
pbl TuM@omuTOB Tepudepudeckor KpoBu, mudde-
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Puc. 2. MPT npobGanga ¢ rerpacomueii xpomocomsl 18 (kapuotun 47,XY,+i(18p)).

PEHUUANBHBIM OKpPAlIMBAaHHEM XPOMOCOM IO JIJIMHE
(G-meton) m aHanm3zoMm xpomocoMm (500 ITHCKpETHBIX
CerMEHTOB Ha TalIOMIHBIN Habop Xxpomocom) [9].

Monexynapno-yumoeenemuyeckutl aHaIu3

Monekynsipao-niutorenetTudeckuit ananus (FISH-
rudpuan3anus in situ) OTpoBOAMIICS MO OOMIENnpHu-
HATOMY METOAy B MoAM(UKALHUH, pa3pabOTaHHOU
B J1a00paTOpPUU IIUTOTEHETUKHU M F'E€HOMHUKH ICUXU-
yeckux 3abosieBanuii HIl mcuxudeckoro 370poBbs
PAMH — ®I'BY «HayuHblii HEHTp NCUXUYECKO-
ro 3g0poBbs nmereit»y PAMH, Mocksa [10, 11] ¢ uc-
MOJTb30BaHMEM MPUIEHTPOMEPHOTO anbda-caren-
autHoro JIHK 3onma ma xpomocomy 18: D18Z1 u3
OPUTHHATBLHONW KOJUIEKIIUU 3TOM Jabopatopuu [6, §,
12, 13]. MukpocKOmU4YeCcKHi aHaiau3 MPOBOIUIICS
Ha (IIoopecueHTHOM MUKpockone Axio Imager. M1
Zeiss, 000pyIOBaHHOM COOTBETCTBYIOIINM HaObOpOM
(GIIBTPOB W CHUCTEMOW aHaIM3a M300pakeHUS, Kak
omrcano panee [3].

Pe3y.111>TaT1>1 Hu oﬁcy)m[eﬂne

[uTorenernmueckoe oOciemoBaHue TpodaHma (puc.
3) BBISIBIIJIO CBEPXUYUCIICHHYIO MAapKEePHYIO XPOMOCOMY
47,XY,fmar BO BceX MPOAHAIN3NPOBAHHBIX KIETKax
(30 meradasHbIX MIACTHH). M3yueHne XpoMOCOMBI TIPH
G-OKpalMBaHUU TIO3BOJIMJIO MPEAIOIOKHUTb, YTO 3TO
M30XpOMOCOMa MO KOPOTKOMY ILIEUy XPOMOCOMBI 18, T.
e. i(18p). Kapuorunuposanue poauresneii He 0OHApYKH-
JI0O XPOMOCOMHBIX TepecTpoek B tuMormrax mnepude-
puyeckoit KpoBH. Pe3ynbrarhl TECTUPOBaHMS MaTepu U
otna 46,XX 1 46,XY COOTBETCTBEHHO.

st yTouHeHusT Tuarao3a pe0eHKy OBUIO MPOBEICHO
MOJIEKYJISIpHO-IIUTOreHeTndeckoe oocnenoranue (FISH-
JIMarHOCTHKA), KOTOPOE MOATBEPANIIO IPUCYTCTBUE Map-
KEpHOH XpOMOCOMBI KakK i(18p) o KOpoTKOMY Ij1edy, 4TO
MO3BOJIMJIO ONPEACTUTh Y OONBHOTO TeTpacomuto 18p
(puc. 4). Kapuworun npobanma 47,XY,+mar.ish i(18p)
(D18Z1+).

KapuortunupoBanue U MOJCKYISIPHO-IIUTOTCHETHYE-
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Puc. 3. Kapnorun npo6anga (G-okpacka) 47,XY,+i(18p).

CKasl IMarHOCTHKA BBISIBUJIM M MOATBEPAMIN Y TpobaHaa
PErYISIPHYIO TETPACOMHIO IO KOPOTKOMY IUIEUY XPOMO-
combl 18. ITogoOHas mepecTpolika B OONBITUHCTBE CITY-
9aeB, ONICAHHBIX B IUTEparype, mporucxoaut de novo [1,
3, 14—16]. OmHako BCTpeUaroTCs CEMEHHBIC BapUAHTHI
¥ TKaHEeBEII Mo3annm3M. Boyle u coasrt. [15] coobmator
0 JIBYX CBOJHBIX CECTPax, MMEIOIINX TeTpacoMuto 18p.
HccnenoBanue xpoMocoM mnepudepudeckodl KpoBU U
¢ubdpobmacToB ux oOIIEH MaTepu He OOHAPYKUIIO Y Hee
OTKJIOHEHHUI OT HOPMBI. ABTOPBI CTaThby MPEAIIOIAraioT
MPUCYTCTBUE MATEPUHCKOTO TOHAJHOTO MO3aUIM3Ma
[14]. dpyrue aBrops [17, 18] myOnukyioT MaTeprans o
MaTEpUHCKON TprcoMuu 18p, pe3yapraroM KOTOpOi cTa-
Jla TeTpacoMus y aered. Hu3koypoBHEBBIM MO3anuLU3M,
onucanHbiil Abeliovich u coaBr.[19], Takke MOXKET CTaTh
npuunHOil Terpacomun 18p y motomkoB. Ilpu 3ToM HU
HU3KOYpOBHEBBIN Mo3anuusM (3%) Terpacomun 18p, Hu
Tprcomust 18p He BBI3BIBAIIM CKOJIBKO-HUOY/b 3HAYNMBIX
n3MeHeHnH heHoTra y ux HocutenbHuUIl [ 17—19]. Kpo-
M€ HHU3KOYPOBHEBOTO M TKaHEBOTO MO3aWIIM3Ma BCTpe-
9qaeTcs OMHCAHWE MO3aMYHBIX BapHUAHTOB TETPACOMHUH
18p. Sebold m coaBT. yHOMHUHAIOT €AMHUYHBIC CITydaw
C COXpaHEHHEM TIOJIHOW KapTuHbl 3a0oneBanus [4]. 1o
JAHHBIM JINTEPaTypbl, 10OaBOYHAsE U30Xpomocoma 18p,
(bopMupyrolias HacjaeACTBEHHYIO OCHOBY 3a00JI€BaHMS,
Yalie BCero MMeeT MaTepuHCKOe MpoucxoxaeHue [20—
22]. Ee obpa3zoBaHue HE MOKET OBITH OOBSICHEHO TOJBKO

OITHOM CXEMOH, HO B OONBIIMHCTBE CIy4acB SIBISCTCS
pe3yabTaToM HEPACXOXKICHHUS XPOMOCOMHOTO MarepHa-
Jla BO BTOPOM CTaauM Melo3a y keHuuH [2, 15, 16, 22].
dopMupoBaHe U30XPOMOCOMBI 18p, BEpOSTHO, CBS3aHO

Puc. 4. Kapuorun npoGanna mociue mpoBeaeHus GIroopecleHTHON
rHOpHIM3AIHH in situ. BuaHEI curHANE HAa XpoMocomax 18.

POCCHUMCKUI MEJIMATPUYECKHUIA XKYPHAJT

5" 2013



B.B. CumoHoBa, O.b. KoHgakosa, A.H. NMapuoHosa, A.[l. Konotuit n coasT.

29—

Tabnuma 1

Bapua6eJbHOCTh KIMHUYECKUX MPU3HAKOB y MALUEHTOB ¢ TeTpacomueii 18p

Ne Huzkas Tunoronus
Macca tena

TIPH POJKJICHUI

Tpyauoctu Mukporedanms

KOPMIJICHHUS

Crpabum

Manenbkuit
HOC

DnuKaHT MuxkporHarust ABTOpBI

—_

+ +

+ o+ o+ o+

Nl RN =) N V. T SN UL I (S ]

+ + +

Back* [23]

Back* [23]
Balkan [24]

+ Boyle* [15]

Boyle* [15]

Brambila [5]

Jlanuelii ciyyaii

De Berardinis [3]

+ o+ o+ o+ o+

Ramegowda [1]

I[Ipumedyanue. * — aBTOp JaeT ONMCAHKE ABYX CIydaeB ¢ TeTpacoMuei 18p.

Tabnuma 2

Bapna0eabHOCTh KIIMHHYeCKHX NPU3HAKOB y NAIMEHTOB ¢ TeTpacomueii 18p

Ne | Husko pacnoino- Ckonnos 3agepikka Opranuieckoe Cynoporu Jluarnoctuka ABTOpBI
JKCHHBIC YIITHBIC Kudos YMCTBEHHOTO TIopakeHne (MeTozIbI)
PaKOBHHBI PpasBHTHS TOJIOBHOTO MO3ra

1 + + + G,FISH Back* [23]

2 + + G,FISH Back* [23]

3 + G,FISH Balkan [24]

4 + G,FISH Boyle* [15]

5 G,FISH Boyle* [15]

6 G,FISH Brambila [5]

7 + + + + G,FISH JlanHblii cirydait
8 G,FISH De Berardinis [3]
9 + + G,FISH Ramegowda [1]

C BO3pacToM O0OMX POJUTEJICH HAa MOMEHT 3a4arusi pe-
Oenka. [To nanubv Callen u coaBt. [2], cpeanuii Bozpact
ponuTenel A1eTel ¢ OnMCcbIBAEMOM XpOMOCOMHOM aHOMa-
Juel coctaBistn it marepu 33,7 (+3,9) rona, s otia
— 33,9 (+7,7) roma. Y pebOeHka, HAOIIOMAEMOTO HAMH,
Ha MOMEHT POXJIEHHs Bo3pacT MatepH Obu1 33 Trofa, oT-
na — 31 rox.

Jis 3aboneBaHusi, OOYCIIOBIEHHOTO TETpacoMueit
18p, XapakTepHbl LIMPOKask BAPHAOETHHOCTh (PEHOTUIIH-
YECKHUX MPHU3HAKOB, & TAKXKE Pa3iHuHas CTENCHb TsDKe-
CTH KIIMHUYECKUX MposiBIieHU#H (Tadm. 1, 2).

OnuceiBaeMblii HaMH BbIIe (EHOTHUI — IPHUMEp
TakoW BapmabempHOCTH [9, 23, 25]. B mccienoBaHmsIX
Sebold u coaBrt. [4], oOcHOBaHHBIX Ha HaONrOAeHUIX 107
OOJIbHBIX, Yallle BCETO BCTPEYAIOTCA 3aepKKa YMCTBEH-
HOTO M PEYEBOTO Pa3BUTH, MUKpoledanus, cTpadbusM,
HapyLIeHUs] MBILIEYHOTO TOHYCA, CKOJHO3BI/KU(O3BI,
MOPOKU CEPJIA, KPUITOPXHU3M, TPYAHOCTH BCKAPMIIU-
BaHMs W JKEJITyXa B HEOHATAJIbHOM nepuoze. Tumnuu-

HBIMHU JIMLEBBIMH aHOMAJIMSAMH JIJIsl 3TOTO 3a00JI€BaHUS
MOYKHO Ha3BaTh JAJMHHOE aCHMMETPUYHOE JIUI0, HU3KO
MOCaXEHHbIC Je(OPMUPOBAHHbBIC YIIHBIC PAaKOBHHBI,
MaJICHBbKUH HOC, KOPOTKUE IIa3HbIE LIENH, MaJICHbKYIO
HIKHIOIO YeNTtoCTh [22].

[IpakTHdeckn KaKAbIii 4eTBEPTHIM Cirydail 3aboe-
BaHUS COMPOBOXKIACTCS CyAOpOraMH, KOTOPBIE CTaHO-
BATCSl Oojiee 4acThIMU C Bo3pactoMm [4, 5, 26]. Takas
BapHabeIbHOCTh (DEHOTHUIIA, BO3MOXKHO, 00YyCIOBJIEHA
aJuIeIbHBIMU BapHaHTaMM B KOPOTKHX IUI€YaX XpOMO-
COMBI 18, MO3auLIM3MOM, TOUKAMHU Pa3pbiBa XPOMOCOM,
3G PEeKTOM FeHOMHOTO MMIIPUHTHHIA, BOBMOXHBIM Ha-
JMYUEM  JOIOJHUTENIBHBIX  CYOMHKPOCKOIHYECKUX
KJIMHMYECKHU 3HAYMMBbIX Bapuauuii yucia konui JTHK u
JIPYTUMH IPUYUHAMHE, KOTOpPBIE, BEPOSITHO, €IIe 10 KOH-
1a He n3ydeHsl. CKaHMPOBAaHNWE T€HOMa MAIMEHTOB C
TeTpacomueil 18p ¢ momouipo cepuitHoi CpaBHUTENb-
Hol reHoMHOU ru6puan3anuu (array CGH), BoaMoxHO,
MO3BOJIMT OINPEIENIUTh MPUUUHBI TAKOTO HOIUMOPPU3-
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Ma KIMHHUYECKUX NPU3HAKOB, a TOYHOE OIpeiesieHne
TCHOB WJIH WX YYacTKOB, OOpa3yIOIIMX H30XPOMOCO-
MBI B KQ)XKJIOM KOHKPETHOM CIlydae, — BBISIBUTH I'€HO-
tun-peHorun koppensuuu [13, 27]. Takum obOpazom,
M3y4eHHOE HaMHU pelnkoe 3a0oJieBaHHE BO3HUKIO B
pe3yibTare MOSBICHUS B KapwWOTHIEe MpobaHma mobda-
BOYHOM MapkepHoil xpomocoMmsl i(18p). B namem Ha-
omonenuun tonbko FISH-pmarnoctuka mo3sonuna 3¢-
(DEKTHBHO OMNpENEeNUTh CHEUU(PUIHOCTh 100ABOYHOTO
XPOMOCOMHOI0 MaTepuaia y mpobaHia, CBOEBPEMEHHO
MMOCTaBUTh KOPPEKTHBIN JMAarHo3 ¥ YTOYHHUTH MPOTHO3
JATBHEWIIIETO JIETOPOXKICHUS B CEMbE.
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