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MpencTasneH peakuin crydai MHTePCTULMAaNbHON AeNeumnn KOpoTKoro nieya XpoMocombl 4(p15.1-p15.32), He BkOHatoLLEN KpK-
TUYECKWiA paiioH cuHapoma Bonbda—XupLuxopHa, pasmep v fokanmaauus KOTOpol Gbiv YTOYHEHbI METOAOM MeTabas3Ho CpaBHY-
TesbHOW reHoMHon rnbpuamsaumm (CGH). ObcyxaatoTca 0co6eHHOCTM HEHOTUNMYECKUX NMPOSIBNEHWIA JAHHOrO CMHAPOMA.

KniouyeBble cnoBa: HTepcTMUMansHas aeneuns 4p, MetadasHas cpaBHUTENbHAsS rEHOMHas rmbpuamsaums

Brenenue

CoBpeMeHHbIE METONIbl MOJIEKYJISIPHO-IIUTOTEHETUYE-
CKUX UCCIIeIOBAaHUI MO3BOJISIIOT YTOUHSITh pa3Mep M JoKa-
JIM3alIMI0 XPOMOCOMHBIX TIePECTPOEK, BBISIBACHHBIX TIPU
CTaHIAPTHOM LIMTOTeHEeTHYeCKOM aHanmse. MHTepcTuIm-
ajibHas Jesielidsl KOPOTKOTO Iieya XpOMOCOMBI 4, BKITIOYa-
toiast paitoHbl pl15.1-p15.32 aBasiercst peakoii Gopmoit Xpo-
MOCOMHO¥ ITaTOJIOTUHU, [JI1 KOTOPOM XapaKTepHbl YMCTBEH-
Hasl OTCTaJIOCTh, MHOXECTBEHHbIE MUKPOAHOMAJIMN Pa3BU-
TUS U JIMUEBbIE aHOMAJIUU, OTIMYAIOLIMECS OT aHOMAIUii
npu cuHapoMe Bonbda—XupiixopHa.

Puc. 1. Mpo6aHxp B Bo3pacTte 13 neT. BuaHbl: acteHnyeckoe Tenocnoxe-
HVe, JonuxocteHomenus, aedopmaumns rpyaHou Ketku v nuueBble
aHOManuu (KpynHble YepTsl nua, cUHOdPK3, TONCTbIE ryObl).

Onucanue ciyvas

Manpurk 13 et ObUT HallpaBjieH Ha KOHCYJIbTALIUIO I'e-
HeTUKa SHIOKPUHOJOTOM JIJIS WCKIIOYEHMS] CUHApPOMa
Kuaitngentepa. [Tpu ocmotpe: Macca 46,5 Kr (MeHee 6 LIeH-
Ttuneit), poct — 175 cm (6onee 8 nenTumeit). TenocaoxeHue
aCTeHUYECKOe MUCIUIACTUYHOE (IOJMXOCTEHOMENMSI), CKO-
JIN03, BsTast ocaHka. OTMeUueHBI TaKXKe CIeAYIOIIe TPU3Ha-
KU: y3Kas neopMUpoBaHHas IpyHasl KJIeTKa, BbICOKasl Ta-
JIUSI, CHVDKEHUE MBIIIEYHOTO TOHYCA, IOBBIIIEHHAS IT10-
JBUXKHOCTb CYCTaBOB W JIMLIEBbIe aHOMAIUM (DOJIbIINE TUC-
MJIACTUYHBIE YITHbIE PAKOBUHBI, KPYITHbIE YePTHI JIWIA, CU-
HoppU3, UPOKUI HOC, TOJCThIE TyObl) (puc. 1).

U3 anammuesa: pebeHOK OT 4-i1 OEpeMEHHOCTH, ITPOTe-
KaBIIIell C TeCTO30M, XpPOHUYECKOI BHYTPUYTPOOHOI TUITOK-
CHel, yrpo3oil TipepbiBaHusl. Poautenn 3M0poBBI, POCT Ma-
Tepu — 164 cMm, ota — 180 cM. I GepeMeHHOCTh 3aKOHYM-
Jlach MEAUIUHCKUM abopToM, I — cpodHBIMU pomaMu, pe-
0eHoK 310poB, 11l — caMonpon3BOILHBIM BBIKMIBILIEM 10
12 Henenb. Ponbl B CpoK, KecapeBO CeUeHUE 110 MOBOJY SITO-
IUYHOTO MpeiexaHus 1ioga. PebeHok pomuics ¢ Maccoit
3300 r, nmuHOI 54 cM, olieHKa no mKane Apgar 7/8 6aios.
Jlo roma HabMoAaICs HEBPOJOTOM TIO TIOBOMY TIepUHATAb-
HOI 3H1EedaToNaThH, CMacTUYEeCKOro cuHapoma. OTMeueHa
HeOOoJIbIlas 3a7epKKa TICMXOMOTOPHOTO Pa3BUTHUS (XOAMT
¢ 1 rona 4 mec.), roBopuT ¢ 2 JieT, ¢ 4 JIeT 3aHUMAJICSI C JIOTO-
TTeIOM.

B Bo3pacte 3 u 4 et npoBoaMIach MO3TAMHAas XUPYPIU-
yeckass KOppeKIns KpUnTopxusma (abmomMuHaibHas (Gop-
ma). C 7 net HabJoAaeTCss OPTOIEAOM MO IMOBOAY KUJICBUI-
HOWM nmedopmalvu TpyaHOW KIIETKM, ckoimo3sa I cremeHwu,
YKOPOYEHUS JIEBOI HIXXKHE KoHeuHocTu (Ha 0,5 cM), mpo-
JOJBHOTO TUTocKOocTOMHSI. C 3TOTO Xe Bo3pacTa HabTIoaascs
HEBPOJIOTOM 10 MTOBO/LY MOCJIEACTBUI OPraHMYeCcKOro mopa-
KEHUST LIEHTPAJIbHOM HEPBHOM CUCTEMBI, MMPAMUIHON He-
JOCTAaTOYHOCTH, TMIIEPAKTUBHOIO HeaepxKaHus Moun. Pebe-
HOK y4Ywjcsl B 0OIIeo0pa3oBaTeIbHON IITKOJE, 3aKOHYMI
6 xmaccoB. B 13 yeT ObUT HampaBieH Ha KOHCY/IBTALUIO
K HEBPOJIOTY M3-3a TPYAHOCTe# B oOyyeHuU. boun obceno-
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BaH M TIPOKOHCYJIBTUPOBAH CIELMAIMCTAMU. BbIsIBIEHO:
BBICOKMI1 POCT KOHCTUTYLIMOHATBHOTO TeHe3a, Ae(MUIIUT Be-
ca, NOCAEeICTBHSI OPTaHUYECKOTrO MOPAXKEHHUsI LEHTPaIbHOM
HEpBHOI1 cuctembl, AU(dy3HasT MbILLIEYHASI TATOTOHUS, TH-
MepMOOUIIBHOCTD CYCTaBOB, KOPPUTUPOBAHHBIN IBYyCTOPOH-
HUit Kpuntopxusm, arpodus siudek I ct. Co cTopoHsl cep-
nua: pyHKUMOHAIbHAS KapAMONAaTusl, HAPYLLIEHUE JIEKTPU-
YecKO aKTUBHOCTU MPABbIX OTIAEJIOB CEPALIA, HEMOJIHAs
Os0Kaza nmpaBoi HOXKM mydyka ['mca. [ UCKITIOUeHUsT Ha-
CJIEICTBEHHOM MaToJIorn pebeHOK ObUT HAMPaBJIeH Ha KOH-
CyJIbTALlMIO K TEHETHUKY.

MeTOlll)l M pe3yibTaTbl UCCICA0BAHUA

LluToreHeTryeckoe MccieaoBaHUE ObUIO MPOBEAEHO IO
CTaHIAPTHON METOIUKE U BBISIBUIO MHTEPCTUIIUATBLHYIO Jie-
JIETIUIO KOPOTKOTO TIJIeYa XpOMOCOMBI 4, KOTopasi Obljia pac-
neHeHa kak del(4)(p15.2p16) (puc. 2).

Kapuotumnsl pogurteseii ObUTM HOPMaJIbHBIMHU.

s yTouHeHHUs pa3Mepa U XapakTepa IepecTPOK Obl-
JIN MCTIOJIb30BaHBI METOIBI (DIIYOPECIICHTHOW THOpUIM3a-
muu in situ (FISH) u meTtadazHoil cpaBHUTENBHOM TeHOM-
Hoit ruopuanzauuu (CGH). FISH 6bl1a npoBeneHa 1o mpo-
ToKoJaM (upMbI-ipou3Boautesa. JeHatypauus U THOpU-
IU3alys TTPOBOIMIIMCH C MCIIOJIb30BaHUEM TUOpWIM3aIv-
oHHoI1 cuctembl «ThermoBrite» (StatSpin). st KOHTpOK-
palllMBaHUs XPOMOCOM HCIIOJb30BIM  (DJIyOpECIIeHTHBII
kpacurenb DAPI. Ananu3upoBanu npenapaTbl Ha 3IUGITy-
opecLeHTHOM MHuKpocKome «AxiolmagerM.1» (CarlZeiss) ¢
COOTBETCTBYIOIIMM HaOOPOM CBETOGUIBTPOB, OCHAIIIEHHOM
KOMIBIOTEPHOI MpOrpaMMoii o0paboTKu HUGPOBLIX U300-
paxeHuii «Isis» (MetaSystems). Bbutn mpuMeHeHBI CyOoTeo-
MepHBbIe 30HOBI Ha xpomocoMmy 4: Sub-Telomere 4pter
(D4S3360) (Kreatech) u Sub-Telomere 4qter
(D4S2283) (Kreatech)4p, a Takke 30HA COOTBETCTBYIOLLIMIA
KPUTUYECKOMY JIOKYCY M cuHapoma Bonbha—Xupiixop-
Ha — MD Wolf—Hirschhorn WHSC1(4p16)/SE4 (Krea-
tech). Pesynbrathl: ish subtel (4px2,4gx2) (puc. 3) u ish
4p13.3(WHSCI1x2) (puc. 4). Takum obpa3om, uccieaoBa-
HMe 1T0Ka3aJl0 COXPAaHHOCTh CYOTEIOMEPHBIX palOHOB U JIO-
KYCOB, OTBETCTBEHHBIX 3a (hopMUPOBaHME CUHIpOoMa Bosb-
pa—XupiixopHa.

IIpu uccnenposanuu meronom CGH B kauectBe pede-
percHoit JIHK ncronb3oBanu oOpaselr, moJTydeHHBIN U3 T1e-
pudepryeckoil KpoBU MYKYMHBI C HOPMaJbHBIM KapuOTH-
noM. I'enomnas JIHK Oblia BeigenaeHa myTeM XMMHUUYECKOM
akcTpakunmy  denon-xaopodopmoM. HMccnemyemas AHK
(onbiTHast) U pedpepercHast JIHK (koHTposibHast) Obuin Me-
YeHbl B peakluu HUK-TpaHcasauuu ¢ SpectrumGreendUTP
u SpectrumReddUTP cooTBeTcTBEHHO, C MCMOJb30BaHUEM
NickTranslationReagentKit (AbbottMolecular). B xauectBe
m1aTOPMBI JUISI COBMECTHOI TMOPMIW3ALMKM OMBITHOU W
pedepencHoit JIHK Obutl mcnosb3oBaH Iperapar ¢ MeTa-
(hazHBIMU TUIACTMHKAMU, MIPUTOTOBJIEHHBIN B COOTBETCTBUM
CO CTaHAApPTHBIM IPOTOKOJOM M3 KYJIbTYPhl JUMGbOIUTOB
neprepuIecKoil KpOBU OT MYXXYMHBI ¢ HOPMaJBbHBIM Ka-

} =2

4

Puc. 2. Xpomocombl 4 npobaHzia, cTpenkamyt 0603HaueHs! TOUKY Pa3pbIBOB.

Puc. 3. Xpomocomsl 4 npobaHaa, FISH ¢ cybTenomepHbiMm 30HAaMN.
3eneHbiM GIyopoxXpoOMOM MedeHbl cyeTeNoMepHble 061acT KOPOTKUX
nney, KpacHbIM — JJIMHHBbIX.

Puc. 4. MeTadasHaa nnactvHka npobaraa, FISH ¢ 3oHmom Ha nokyc, cooT-
BETCTBYIOLLMIA KPUTUHECKOMY CErMEHTY A9 CUHAPOMa Bonbda—XupLuxopHa,
OH MEYeH KpacHbIM (JTyOpOXPOMOM, LIEHTPOMEPA XPOMOCOMbI 4 — 3eM1EHbIM.
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Puc. 6. OcOBEHHOCTM TENOCNOXEHNS:

A — pnesoykn 10 net ¢ del(4)(p15.2p15.33) [3]; b — manbunka 14 net
¢ del(4)(p14p16)[4]:

acTeHnyeckoe Tenocnoxenue, cnaboe pasBUTME MbIlUL, WU MOAKOX-
HO-XMPOBOW KNETYaTKM.

puotumoMm. Peakiinio cpaBHUTETbHOW TeHOMHOW TMOPHUIN-
3alMU U MOCTTUOPUAN3ALMOHHYIO OTMBIBKY MPOBOAMIIM O
MpOTOKOJY (prupMbI ITpousBoauTess (AbbottMolecular). s
KOHTPOKpAIIMBaHUSI XpoMOcoM OblT ucrosb3oBaH DAPI 1
(AbbottMolecular) B pactBope Vectashield (VectorLabs)
B cootHomeHuu 1:20. Bbuto mpoaHanus3upoBaHo 15 meta-
¢a3HbIX IACTUHOK. [ aHanm3a mu3obpakeHuil MeTadas-
HBIX XPOMOCOM Obljla MpUMEHeHa IporpaMmma 00pabOTKU
n3obpaxenust «LUCIACGH», ycTraHOBIIeHHas1 B KOMILJIEK-
ce ¢ anudIyopeclieHTHbIM MUKpockomnoM «eclipse 90i» (Ni-
kon) u CCD kamepoii «ProgResMF» (JENOPTIK). Ilpu
aHau3e npoduieli TMOpUAM3auy Oblja BBISIBJIEHa WHTEP-
CTUIIMANIbHAS JIeJIellnsl B KOPOTKOM TUTeYe XpOMOCOMBI 4
(p15.1-p15.32): ish cgh dim (4)(p15.1p15.32) (puc. 5).

Oo0cyxnenne

WHTtepcTuiivanbHble Oeleluu SIBISIOTCS penkoin dop-
MOI XpOMOCOMHBIX TiepecTpoeK. B GOJBbIIMHCTBE ClydyaeB
OHU BO3HUKAIOT de novo B pe3yJibTaTe IBYX pa3pbIBOB B XpO-
MOCOME C MOCJeayoluM BoccoeauHeHneM. OUyeHb peaKo
BCTPEYAETCsl POAUTENbCKAS MHCEPLIMS WM TIpsiMast mepena-
Yya OT poAnTeNiel K IeTsM. JleaemusiMm KopoTKOro Tuieda Xpo-
MOCOMBI 4 OBUIO yIeJeHO OOJIbIIOe BHMMaHUE MPU U3yde-
HUM cuHapoma Bosbdha—XupuixopHa — 0JHOTO U3 MEPBBIX
ONMUCAHHBIX CHHAPOMOB YaCTUYHBIX MOHOCOMUI. KpuTnue-
CKUM CEerMEHTOM IJII 3TOrO CUHApoMa sBisieTcss 4pl6.3.
HHTepcTuliaibHble Ieelnn, He 3aXBaThIBAIOLME CETMEHT
4p16.3, He MPUBOAAT K (OPMUPOBAHUIO CUHApPOMa Boib-
¢da—XupuixopHa, OIHAKO HYXHO OTMETUTb, YTO B OOJIb-
IIMHCTBE CIy4aeB TePMUHAJIBHBIX JCTCIN pa3pbiB MIPOUC-
xonut B cermeHTe 4pl5. [Ipn 3TOM rariococTosiHue 1o cer-
MeHTaM 4 (pl14-4p16.2) He BHOCUT KaKUX-TO CIlelupurue-
CKMX 0COOEHHOCTe B (heHOTMII ITOro CMHIpoma. Peructp
HecOaTaHCUPOBAaHHBIX aHOMaIUil XpoMocoM EBporneiickoit
uutoreHetnueckoit accoumanu (ECARUCA) [1] conmep-
XUT 17 caydaeB AefeliMil pazivMyHON MPOTSKEHHOCTH,
BKJTIOUAIOIIMX paitoHbl 4 (p14-p16). OnucaHbl MHTEPCTUIN-
albHBIE NENe PAa3IMIHOTO pa3Mepa W JIOKAJIM3alluu,
B ToM uucie pld-pl5.2, pl4-p15.32, pl4-ple6, pl5.1p15.3,
pl5.1-pl6.1, pl5.2p15.32, pl5.2-p15.33, pl5.2-pl6.1,
pl15.31- p16.2, p15.32-p16.3 1 ap., 4TO TOBOPUT 06 OTCYTCT-
BMM OCOOEHHOCTE CTPOSHMSI TeHOMa, TIPeIPaCIToNaraloimx
K OTpeJie/IeHHBIM pa3pbiBaM B JaHHOM paitoHe. B HekoTO-
PBIX CIydYasiX MHTEPCTUIIMATIbHAST IeJIeIsl 4p TIepBOHAYAb-
HO paclieHMBajach Kak TepMUHaJbHas, a B JajbHeilleM,
B CBSI3W C OTCYTCTBUEM Y TallMeHTa (DEHOTUITNYECKO Kap-
TUHBI cuHApoMa Bonbda—XupiixopHa, AuarHo3 ObuT yTou-
HeH. Tak, Moller R.S. et al. [2] onucanu nmaiueHTKy 38 jer
¢ del(4)(p15.1p15.3), y KOTOpOit [UarHo3 ObLT YTOUHEH Me-
tonoMm array-CGH. ¥ xxeH1mHbI HaOMI0OAIMCh YMCTBEHHASI
OTCTAJIOCTh JIETKOW CTENeHU, JSMUJIETICHsI, TOJTUMUKPOTH-
pusi, apaxHouaaIbHAsI KUCTA JIEBOM BUCOYHOI 10JIM, a TaK-
Ke CTpabu3M, HeperyasipHble 3yObl, TTOBBIIIIEHHAs MOABMXK-
HOCTh CYCTaBOB, 3alaBlllasi TpyarHA, BaJbrycHas aeopma-
LIMSI KOJIEHHBIX CYCTaBOB U IJIOCKOCTOMMe. JIMIeBble aHO-
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Majiud ObIIM CJ1ab0 BBIPAXXEHHBIMU W BKIIIOYAJIU PEIKUE
OpOBM, YBEJIMUEHHYIO HUKHIOK 4YeNIOCTb, TOJICTYIO HUXK-
HIOIO TyOy, pa3ABOEHHBIH KOHUMK HOCAa W CIJIaXEHHbII
GunbTp. Pazmep u nokanu3zanus nejaeuun y 3TOi malueHT-
KU ¥ B MPEICTaBIEHHOM HaMM CIy4ae OueHb CXOIHbBI, OHA-
KO OOIIMMU TpU3HAKaMU SIBJISTIOTCSI TOJBKO TOBBIIIIEHHAS
TTOBMKHOCTD CYCTaBOB U e()OpPMAIIMM KOCTHOM CHCTEMBI,
a M3 JINIEBBIX aHOMaJINii — ToJicTas HIDKHSS ryoa. Chitay-
at D. et al. [ 3] u White D.M. et al. [4] npeacTaBuiu onuca-
HUsI COOCTBEHHBIX HAOMIOAEHMI U 0030pbl OIMyOJMKOBAH-
HBIX CcTyyaeB B 0011ei c10XHOCTH 19 maiureHToB, cpeam Ko-
TOPBIX OBIIO 5 ;eTeit 1o 2 jeT, 6 aereil B Bo3pacTe oT 7 10
17 net u 8 B3pocabix. Ha ocHoBaHMM aHanMM3a KIMHUYECKUX
MPOSIBJIEHUIT GOJTbHBIX aBTOPBI JIETAI0T 3aKJIIOYSHUE O BO3-
MOXHOCTM KJIMHUYECKOTO paclio3HaBaHUSI CUHApOMa WMH-
TEPCTULIMATLHON AeJeM KOPOTKOTO Tijiedya XpOMOCOMBI 4,
BKJIIOYarolieit cermeHTsl 4p15.2-p15.33. HecmoTpst Ha pas-
JIMYUs B pasMepe W JoKanuzauuu aeneuuii (pl4p-15.32,
pl4-pl6.1, p15.1p16.1 u p15.1p16.1), Bce MaLMEHTHI, OIMU-
cannble White D.M. et al. [4], uMenun BecbMa CXOIHYIO KJIH-
HMUYECKYI0 KapTuHY. BO3MOXHO, 3TO CBsSI3aHO C TeM, 4TO
rpyrma u3 7 4eJoBeK BKITIouYaa 4 B3pOCIbIX OOJTBHBIX, SIBJISI-
IOIIMXCST OJIM3KUMU POJICTBEHHUKaMu (MaThb U TPOe ee Je-
Teii). B kauecTBe xapakTepHbIX OTMEUEHbI TAKUE MPU3HAKU,
KaK YMCTBEHHasl OTCTAJIOCTb CPEJHEIN CTEIEHU WU JierKasl,
aCTEHUYECKOE TEJIOCHOXeHUe (AeGULIMT Beca), MbILIeUHasI
TUIIOTOHUSI M JIMLEBble aHOMAIUU (IJIMHHOE JIMLO, TH-
MNOIJIa3usl CpeIHEW TpeTH JIMlA, MOHTOJOMIHBINA pa3pe3
rJa3, SMUKAHT, OOJBIION KITIOBOOOpPA3HBI HOC, TOJICTast

HWXHSIST Ty0a, MUKPOTHATHS). XapaKTEePHBIMM SIBJISIIOTCSI
TakKe BBICOKOE HEDO, IIMPOKask M KOPOTKasl rpynHasl KiIeT-
Ka, IMPOKKUE CTOIBI M KUCTU. Ha puc. 6 mpencTaBieHbI 0CO-
OCHHOCTHU TEJIOCIIOKEHUS Y TMAIMeHTOB ¢ WHTePCTUIIATb-
HOW fesieriueil KOpOTKOro Tieya XpOMOCOMBI 4.

Ha puc. 7 npencrasiieHbl JIM1eBble aHOMAIUN Y TIAllMEH-
TOB PA3JIMYHOIO BO3pACTa C MHTEPCTULIMAIBHON JeIeLUen
XPOMOCOMBI 4.

Ilpu aHanuze peHoTUNMYECKUX MPOsIBIEHU y Beex 19
MalMeHTOB, TpPEACTaBJIeHHbIX B o030pax [3, 4], KapTuHa
3HAUMTEJILHO MEHee OTHOpOMHAas, YKa3aHHbIe IPU3HAKU
MPUCYTCTBYIOT B Pa3JMUHbIX COUETAHUSIX, U TOJbKO YMCT-
BEHHas OTCTAJIOCTh XapaKTepHa JIJIsl BCeX MallueHTOB. bosb-
LIMHCTBY A€Teil 1IKOJbHOTO BO3pacTa M B3POC/bIX MallMeH-
TOB MPUCYILIE TAKXKE aCTEHUYECKOE TEIOCIOXeHUe ¢ Aedu-
uurom Beca. Yacro (10/19) orMeyeHbI aHOMAIUU IO3BO-
HOYHMKa (K103, IOPA03 UK CKOJMO03), a TaKKe Aedopma-
LIS TPYIHON KJIETKM (3amaBliasi WM JIaAbeBUIHAS TPYIb)
(5/19). IMatonorust cyctaBoB BCTpeTHaach y 6 u3 18 manueH-
TOB, B TpeX CJIy4asiX B BHUJIC IMOBBILICHHON MMOIBMXHOCTH,
B IBYX — OTpaHUYEHMUs] MOABUXKHOCTU U B OTHOM — Aedop-
Manuu. Y 7 u3 9 MaJlbuYMKOB OTMEUYEH KPUIITOPXU3M, OTTHCA-
HbI TAKXKe TMIIOTOHAAN3M U MaJleHbKUe SUuKU. [TomMmumo me-
PEUMCIIEHHBIX BbIIIE JTUIIEBBIX aHOMAJIUI ¢ MEHbIIIEH 4acTO-
TOM BCTPETWIMCh aHOMAaJIuU yiieil (MajlleHbKue, nehopmu-
pOBaHHbIE, BHICTYIAMOIINE WU YallleoOpa3Hble), aHOMAaIUU
o0acTu a3 u 3peHus (IIT03, IIyOOKO MOCaXKeHHbIE T1a3a U
ryctole OpOBU, MUOIMS, CTPAaOM3M U MUKPOKOpHEa), aHO-
Majquu 3y0OB (IIMPOKO paccTaBJI€HHBIE, HEMPaBUIbHBIN

Puc. 7. JluueBble aHOManMu y nauMeHToB pasnMyHOro Bo3pacra:

A — peBoyku 3 mec. ¢ del(4)(p15.2p16.1) [4]; B — manbumka 10 mec. ¢ del(4)(p14p16) [4]; B — manbumka 13 mec. ¢ del(4)(p15.2p15.32 [5]; T — pe-
BoukmM 4 neT ¢ peneuvenn 4(p16.1p15.2) [6]; A, E — 6patbeB 19 u 34 net ¢ del(4)(p16.1p15.1) [3].
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MPUKYC, aHOMaJIbHasi (popMa). ACTEHMUYECKOE TeJIOCIOXKe-
HME ¥ aHOMAJIMU COEAMHUTEIbHON TKAHU SIBJISIIOTCS XapaK-
TEPHBIMU TIPU3HAKAMM TIPECTABJICHHOTO HaMU IMallMeHTa.
Ha actenmnueckoe TesnocnoXeHue Mpyu HOPMaJIbHBIX POCTO-
BBIX TIOKA3aTeJIsIX B KAUeCTBE XapaKTepPHOTO MpU3HaKa MH-
TepCcTULIMATIbHON neseliu 4p ykasbiBaloT Takxke Tonk V.S.
et al. [7], onucaBiMe ciydail mepeaadyr MHTePCTULIMATIbHOMN
Jenenun xpomocoMsl 4 (p15.2pl16.1) or marepu K Ho4YEepH.
O0e TalMEeHTKX MMEIW YMCTBEHHYIO OTCTaJOCTh, MUKPO-
aHOMAJIMY Pa3BUTHSI U XapaKTepHbIE JTUIIEBbIE MPOSIBICHMUSI.

B 1ieniom, aHaIu3 JaHHBIX JTUTEPATYPbl CBUAECTENLCTBYET
0 TOM, YTO Ui OOJBHBIX C MHTEPCTULIMATIBHOW NeNenneit
KOPOTKOTO Tjie4a XpOMOCOMBI 4 He XapaKTepHBI BPOXKICH-
Hble TMOPOKU U TSKEJIOoe HapyllleHue pa3BuTus. B 3HauuTe-
JIbHOI Mepe 3TO OOBSICHSIET TOT (haKT, YTO HECMOTPSI Ha OT-
cTaBaHUE B PAa3BUTHUU M 3HAYUTETbHOE KOJIMYECTBO MUKPO-
aHOMaJIHiA, GOJIBIIMHCTBY MALIMEHTOB AUArHO3 He ObUT IMO-
CTaBJIEeH B paHHEM BO3pacTe — OIMUCAHUsI OTHOCSITCS K Jie-
TSM IIKOJBHOTO BO3pacTa, MOAPOCTKaM M B3pocibiM. Oco-
OEHHOCTBIO MPOSIBJICHUIT CMHIpOMa SIBJISIETCS TaKKe TO, YTO
TaKye XapaKTepHble JIMLeBble aHOMAJIMN KaK JJIMHHOE JIU-
110, OOJIBLION KJIIOBOOOPA3HBI HOC 1 TOJICTasl HUXKHSISI Ty0a
(opmupyloTcsl ¢ BO3pacToM, B paHHEM JETCTBE OHU MeHee
3ameTHBI. C Bo3pacToM (HOPMUPYIOTCS TaKKe HapylIeHUs
OCaHKM U CKeJieTHBIe necopMannu. Mictopus npencrapieH-
HOTO HaMM cilyyasi TUIMYHA JAJ1s1 3aboseBaHus. Hecmotrpst
Ha TO, YTO peOEHOK C PaHHETO BO3pacTa HaXOJAMWJICS O]l Ha-
OmomeHreM Bpadeil MO TIOBOMY pa3IWYHBIX HapylIeHUi
(KpunTopxu3ma, 3Hype3a, U3MEHEHUIl OMOPHO-IBHUTaTeIb-
HOIi CUCTEMBbI), TIOJI03PEHMUI Ha XPOMOCOMHOE 3a00JIeBaHKE
He BO3HUKAJIO, a HEOOJIbLIIOE OTCTABAHUE B Pa3BUTUU ObLIO
paclieHeHO KaK CJISICTBME TePUHATATbHOTO ITOPaXKeHUs
HepBHOI cucTeMbl. M maxe Korma TpyIHOCTH B OOydeHUU
BCe K€ SIBUJIMCh MPUUMHON Oosiee AeTaJbHOro o0cienoBa-

HMSI TIAlMEHTa, Ha LIMTOIeHETMUYECKOe WCCleNOBaHNE OH
OB HaTpaBJIeH Ul UCKITIoUeHus: cuHapoMa KnaitHpenre-
pa.

3akiouenue

Meton Metada3HoOl CpaBHUTEIbHOI T€HOMHON THOpHU-
IW3alMY TTO3BOJISIET YTOUHUTD pa3Mep U JIOKaJIU3alMio Xpo-
MOCOMHOI TIEPECTPOIKU, UTO SIBJISIETCSI BaXKHBIM TP OLICH-
Ke Koppessiuuit «reHoTun — ¢dbeHotun». Ciyyaii mpeactaB-
JISIeT UHTepeC KaK OIUCaHKUe PeaKoil (hopMbl XpOMOCOMHOI
MaToJIOTUH.
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A case of interstitial deletion in the short arm of chromosome 4
on a boy of thirteen years old with deficit in weight and learning disability
Antonenko V.G., Markova N.V., Markova J.G., Musatova E.V., Kozlova Yu.O., Shilova N.V.

We report on a rare case of interstitial deletion in the short arm of chromosome 4 including the segment p15.1-p15.32 and not in-
cluding the critical region of Wolf—Hirschhorn syndrome. Size and location of this deletion were specified by metaphase CGH. Special

aspects of phenotypic appearance of this syndrome are discussed.

Key words: interstitial deletion 4p, CGH

48



