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MONEKYNAPHO-UMTOTEHETUMECKAS
WAEHTUDUKALIMA CNYYAS
YACTUYHON TPUCOMMM
KOPOTKOIO NJEYA XPOMOCOMbI 8

]

Onucsiaaemen cIveal YacmusHol MPUcoMLL KOPoRKo20
gD XPOMOCOME 8, KOMOPIN 80IRUaa de novo ¥ pebenia ©
FAAEPHCHON REUXT-MOMOPHOA0 PARSUTTIIA I MUKPOIHOMAAURMY
pazaumud, MogekyiRgro -HumoseHemuLecKoe  uoctedoganue
mo3gndito udenmuguyuposams URSCPCUO APpU SYRALKALUN
KOPOMIKO2D Ragud xposmocoms 8, Pacemampuaasmen Koppeas-
WA KANRIYECKOD Kapmuss odctedigarioze pedenia o yoeoe-
HUEM VHACTTIRNG KOPOmKoea faesa xposocoses & o npogodumci
CPARKEHUE ¢ AHAIOZHTHBLME CIVHAAMU, GHUCANHMME & Alme-
pamype. Humencuenoe wccaedosanue nodofine ciyvas noz-
ROAUM T8 HEMKD BuTEAIME IMY XPOMOCOMHVAT QHOMIILK
KK XpoMoecomMunil cundpom.

£ T.3. IJEPOBA-TIOEUMOBA, M. PHTENE,
H.A CMYIIBCKAS, ET. EBCEEHKOBA,
H.I TOPOBEHKO, A ITMHUETD, 2004

TSSN 0564-3783, Humoaoeua u cewemurxa, 2004, No 4

Beenenme. B nocnenHue ronsl IHATHOCTHIECKHE
BOSMOXHOCTH LMTOreHETHYECKHX HCCIe10BaAHM
CYWECTRBCHHO JOMOMIHHIHCE BHCOKOYUYBCTBH-
TENbHBIMH MOJESKVIAPHO-UHTOTEHETHYECKHMH
TEXHOJOTHAMH, B OCHOBE KOTOpbIX aexuT FISH-
meton (fluorescence in situ hybridization). Tak,
CTANO BO3MOKHEIM BBUIENHTE CPelu clydagh yac-
THYHOH TPHCOMMH 110 KOPOTKOMY IUIEHY XPOMO-
COMBI 8 HECKOIBKO THMNOR XPOMOCOMHBIX MIEpecT-
pOEK, KOTOpbIE ee 00YCIORIHBAOT.

HagecTtHo, 4TO TPMCOMMHM BCTPEHAIOTCH Kak
MOJHBIE, TAK H YACTHYHEIE B 3ABHCHMOCTH OT Y-
BOSHMA APOMOCOMHOIG MAaTepHLNd — BCEeH XpO-
MOCOMBI MM €€ OTIASNbHEIX YYacTKoB, [leproe
C'DUEH.EEHHE 0 HACTHYHOH TPHCOMHH KOPOTROIO
nae4a xpomocombl 8 natuposado 1976, [1]. Cpe-
I ONMUCAHHBIX CI VHacB YACTHYHOH TPHCOMHH
KOPOTKOTO IUledYa XpoMOCoMbl 8 HAMDObLLYIO 10~
JIH 3aHMMAKOT MHBEepCHM IVILTHKALMH paidoHa
8pl1.2p23. Ha ceronHAWHKWHA OeHb TIPHBOIHUTCS
Bosee 50 cayyaes noa0GHO XPOMOCOMHOI Nepe-
CTPOHKH, 8CTh CPEAW HUX W IBa caydas, obHapy-
KEHHBIX NpeHatTalbHo [2-9).

M3 nuTepaTypHBIX TaHHAX W3IBECTHO, YTO B Ne-
pecTpoiike o0HAPY#EH yIaCTOK OT cerMeHTa 8pl 1.2
{(unu pl2) no cermendTa 8p23, NpH TOM, YTO TOYKH
paspbiBa NPH 3T0A XPOMOCOMHON AHOMANMHK pa3-
nH4Hb [10].

CoBpeMeHHas AHArHOCTHKA YACTHUHOMH TPHUCO-
MHH KOPOTKOIO 1844 XPOMOCOMBI 8 MOTEKyIAp-
HO-LIMTOTEHETHYECKHM H MOJEKYIAPHBIM METO-
OaMH NO3B0ONHNE JIETAMHIHPOBATE TOUMKH Pa3pkiBa
OVTUTHLMPOBAHHOTO paiioHa, onpeieinTs [poHc-
XOMIEHHE VKAIAHHOH XPOMOCOMHOH AHOMATTHH |
H3VYHTE BOSMOKHBIE MEXaHW3Mbl oDpasoBaHus
APOMOCOMHON IVIUTHKALIHH.

Haue coobluienmne cooepxuT pesyibTaThl ge-
TATBHOTO KIHHHKO-TeHSATOTHYECKOTo 00e1e10Ba-
HHA pebeHKa ¢ 3A0epKKOH MCHX0-MOTOPHOTO Pas-
BHTHA H MHKDOAaHOMANHAMM DA3IBMTHH, ¥ KOTO-
POro MOUIEKYJIAPHO-UHTOMCHETHYECKHM METOM0M
Obl1a MAEHTHOMLIMPORAHA WHBEPCHA IVIUIMKA-
Uy paiiona 8pll.2p23. [MporooMTCA COMOCTAB-
JeHHe KIHHWYeCKOH KAPTHHEI ﬂﬁCﬂEHDHEHHGTO
peGeHka ¢ onybIHKOBAHHBIMH daHHBIMM, Bouio
BLIABIEHO COOTBETCTBHME KIHHHYECKOH KApPTHHBI
JAHHOTO CIyYas ¢ ONMMCaHHbIMH B IMTEPATYPE.

Matepuanst w MeToas., beino npopeocHO Oe-
TANTEHOE KTHHHEO-IMeHeAMOrHYeCcKoe GE‘CJ'JEJ].DB}]HHE
npobanna. LluToreHeTHYecKoe 0bCIe10BaAHME MPO-
faHaa u ero poauMTenei MPOBOAHJIOCE MO 0bllle-
npuHAaTol Metoanke. [Npenapath npoMeTadaIHby
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XpOMOCOM DBUTH MOTVHMEHb! H3 KyABTYPL THMpo-
UHTOB nepHdepHyecKoil KPOBH ¢ WCNONbL30BA-
HHEM MOIHODHIIMPOBAHHOTO METONA 33 CYET WH-
KyDAUMM KYIETYPLI C METOTPEKCATOM B TEYEHHE
10—12 4 u nobasieHun 5-OpoM-Ie30KCHYPHIHHA
3a 5 4 a0 Havana duxcauny [11]. XpoMocoMHBIH
AHANIME OCVILECTRISUIM Ha npenaparax audipe-
PEHIMANEHO OKpalleHHBX XpoMocoM GTG-me-
TOAOM NMPH YBenHueHHuu =1125,

MonekyasipHO-1IIHTOTEHETHYECKHIT aHATW3 Npo-
BOOMAM € NOMOLLI THOPMAM3ALMH KIOHMPO-
BAHHBIX NnocaenosatensHocTeil JHK ¢ npomera-
thasHBIMH XPOMOCOMAMM B VCIOBHAX in situ (flu-
orescence in situ hybridization — FISH-meTon)
COMMACHO MPOTOKOTY, PEKOMEHIVEMOMY COOTBETCT-
BytowMM nponseoautenem JAHK-3oHm08 (Vysis,
Downers Grove, IL CLLA). B paGote ncnoneio-
pany WCPS IHK-30HI1.

PesynbTaTel MONEKYIAPHOH THOPHIH3IALWM
DLEHUBANH, AHATHIUPYA NMPernapars npometadas-
HEIX XPOMOCOM. AHAITHI MPOBOIHIN C TIOMOLLBHD
JIIOMHHECUEHTHOrO MUKpocKona «Axioplan Zeisse
¢ cucremoi amimdukaumu curdanos Photo-
metrics Ltd v komnaekta dunsrpos DAPL/FITC/
Rhodamine.

Pesyabrarel MecnenoBanmii M HX obcysaeHHe.
Karunuro-zeneanrocuveckoe obeaedosanue. Tlpo-
Bann — manepuuk [, Ha MoMenT obcnenoBaHmns
pebeHky D10 4,35 roga, poanics ot BTopoi Gepe-
MEHHOCTH, nepesix ponos. [Nepsan bepeMeHHOCTL
Y MATEPH 3aKOHYHAACh CIIOHTAHHBIM abOPTOM B
cpoke 12 Hed. Ilpn HacTymneHuW BTOpOM Gepe-
MeHHoCcTH MaTep OrI0 22 roga, oTuy — 23, Oba
POMAMTENS 3LOPOBLL, PACCTOAHHE MERIY HACENEH-
HBIMH MYHKTAMH, II¢ DbUIM POXIEHL! POLHTENH,
okono 2 kM. HacnencTeeHHOCTh B CEMBAX HE OT#A-
rouesa. Bropas OepeMeHoCcTs DblTa XKeTaHHAR W
3ariaHupoBaHHas. bepemeHHoOCTE npoTekana ¢
Yrpo3oid NpepeIBAHWA, KOTOPAA MPOABISNACL B
NOBLILIEHHOM TOHYCE MaTKH ¢ 8-if mo 16-10 Hene-
IH. B CBA3M C 3THM OepeMEeHHAR HAXOMMAACE Ha
CTALHOHAPHOM JICUYCHWH, MOJYYATa NPOrecTepoH,
sutamud E. Ponbl HacTynmuaw B Cpok co BTOpHY-
HOW c1aboCTLIO PONOBOI TeATeTLHOCTH, POLOCTH-
mMyasinMei. Macca Tena pebeHka npu poxIeHHH
cocrasmsiia 3200 r, AaMHa — 32 ¢M, OKPYAKHOCTD
ronosbl — 35 oM. QueHKka cOCTOAHHMA MO WKane
Anrap — 7/7 6annos. Cocrosnue pebenka nocne
POMIEHHS OLEHHBANOCEL KAK CPETHEeH THMECTH B
CEH3H C BAUIBIM COCAHMEM, OTMEYAIICH TPEMOD PYK

56

M HOr. PebeHOK HAXODMICH HA JIe4eHHM B OTIEe-
HHH MaTONOrHH HOBOpDOXIEHHBIX. Ha nporaxe-
HUH XMIHH PerynapHo HabTIOIANCH HERPONATON0-
roM 1o MecTy #utenscTsa. [Ipu a1oM orMedanacs
SANEPAKA PAIBHTHA: B BO3pacTe OIHOTO roia 1ep-
AN CAMOCTOATENLHO [OMOBY B BEPTHEATBHOM
MOJOXKEHHH W JleXa Ha XHBOTE, NMEPHOIHYECKH
NEPEROPAYHBATICH CO CMTUHEI HA XKMBOT, NPH NMOI-
JEPAKe MOT CHAETS ¢ 2 JIeT, CTOATS C NOLIEPRKOH —
c 3.5 net.

PeGenok noctynun Ha obcaenoBaHHe B OTIe-
JeHHe HEBPOJOTHH JIeTCKOH KIHHHYeCKoH Gonb-
Hulbl N 1 r. Knesa B Boapacte 4.5 et B CBA3MK C
FANEPAKOH NMCHXO-MOTOPHOMD PazeHTHA. OKpYyX-
HOCTL FONOBLI cocTaBasAna 52,5 cM (cpeausa rpa-
HHLA BO3PACTHOH HOPMBI 51 cM). Ha MOMEHT oc-
MOTPE OTMEYATHCh Caenyiolume heHoTHIIHYEC-
Kie ocodeHHOCTH: DaweHHan GopMa yepena, 10b
GoNbWOH © BHICTYTIAKWIUMMH OYTPaMM, BOJTOCH
MECTKME, KYPUABLIE, C HHIKMM YDOBHEM POCTA HA
JATBUIKE, HOC KJIHOBOBHIHLIA ¢ HE3HAYHTENBHBIM
S-00pasHeIM HCKpUBIEHHEM, (QHUILTP CrIAKeH-
HbIH; rasa DonblUKe, HAPYKHBIE YLl T1a3 ony-
IEHbI, KOCOTNAa3He PACKOMAIIEECA; «0OTBRHCILIHE
IEKH, HHKHAA YeT0cTs MATEHbKAH, HEDD roTH-
YECKOE, PACLUENWHBI HET; DOMbLIWE, HH3KO pac-
MOJOMEHHEIE YIIHEIE PAKOBMHBL, LLes KOPOTKAS,
TUIE4M YIKHE; MPYIHAS KIETKA KOPOTKAH, OTMEYAET-
cAd BOpOHKoOoDpasHada nedopMauua; S-obpaiHoe
HCKPHBIEHME MOACHHYHO-KPECTUOBOIO OTHENA
MOZBEOHOYHHEA, KOCOJIANOCTE MPABOHA CTOMI,

MpllueyHBIH TOHYC MOBLIILUEHHBI, fonble B
HOrax; OTMEYaeTcd OorpaHHYeHHOe pasBeleHHe
fenep, KOHTPAKTYPL! B KOTEHHBIX M MONEHOCTON-
HbIX cycTaBax. CyxomxHibHble peduieKchbl BbICO-
KHE ¢ pacliMpeHHBIMH 30HaMH. Menuuel, oco-
GeHHO AroaMyHbIe, ApAdakie. Cylopord HHKOMA
He Habnwonanuek. He B0 BRISBIEHO MATONOIH-
YECKHMX M3MEHEHHI MPH NMPOBELEHHUN YILTPAIBY-
KOBOI IHATHOCTHKH BHYTPEHHHX OPTaHOB, a TAKKE
MEKTPO- W 3X0KapAnorpadH.

B Bospacte 8 Mec NpoBOAMIACH KOMITBIOTEPHAR
ToMorpad s rooBHOMD MO3TA, NPH KoTopod GeL1H
0bHApY#EeHEl MPHUIHAKK BHYTPEHHEN rugpouedia-
TTHH.

B HEBPOMOTHYECKOM CTATYCE CO CTOPOHLI “e-
PENHBIX HEPBOB OTMEYATHCE PACXOLALLEECH KO-
COrNaiue, MeNKOpasMaliMCTbhli HUMCTArM IpH
KPaitHAX OTBEIEHMAX, TIPOARIEHHA TMCERI0OVIb-
DapHoro cuuapoma. [lpu npoeeseHUM MATHMT-
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HO-pesoHaHcHoH ToMorpaduun (MPT) ronoesoro
MO3ra OTMEYATHch areHe3ds corpus callosum, a
Takwe aHoManus Jexnau-Yokepa (puc. 1).

¥ npoGaHna HabIoaANACE 3A0EPXKKA MOTOPHO-
ro pa3sEUTH: pefeHOK CAMOCTORTENBHO CATUTCH,
HO CHAMT M0X0, De3 MoLIepAKH He CTOMT M He
XOMMT, He Mon3aer, DepeT NpenIMersl B PYKH, e-
PERJTANBIBAET MX W3 DYKH B pyKy. [OBOPHT OTIOEN b~
HElg CTOMY, lejble CTOBa HE MPpOH3HOCHT. K'DI}E!]J]D
THAET MATE, HHTEPECVETCH UIPYIIKAMH.

Ha oCHOBAHHMM NpoBEOcHHOTO oDCNENoBAHKA
npobaHIy DL NOCTARIEH AHATHOZ TIOPOKH pai-
BHTHH FOIOBHOPO MO3TA (ATeHe3IHd MOI0NHCTOrQ
Tena, aHomanud JeHiu-Yokepa, NepeseHTPHKY-
AAPHAH TeHKOMATALLHA ), MHOXKECTEEHHEIE CTHIMEI
;Il*fﬁ'ﬂiﬁpiﬂlrt‘,l-iﬂ'iﬂ. CIMTAcTHYECKMH TeTpanape3s,
CHHOPOM HAPYIIEHHA KOTHWUTHBHBIX YHKLMIA,
ceHcopHan ananud, PebeHok Db HATIpARNEH Ha
LUHTOTEHETHYECKHI aHANH3,

Humozenemuseckoe wcciedosanue. TIpy npose-
JEHHH LUHMTOTEHETHHECKOrD aHanuia v npodaHia
Db BLIHBIEH DOMNOTHUTENbHBLIH MATEPHMAT HEN3-
BECTHOMD TIPOHCXOANCHHA HA KOPOTKOM TLIE4YE
XPOMOCOMBI 8, KOTOPEIH COOEPXAT IVXPOMATHHO-
BRIH M TETEPOXPOMATHHOBBIH Oa0KH. KapuoTun
npobfanaa Oen 3andcaH kKak 46, XY add(B)(p22)
(pHc. 2).

LluToreHeTHyeckMil aHaAIM3 poaWTencii mnpo-
DaHIa MOKAH, UTO TAHHAS XPOMOCOMHAA MEpe-
cTpoiika Bo3HMKIA de novo. Kapuotun martepu
46, XX, kapuoTun otua 46, XY,

st uaeHTHPMEKALIMM XpOMOCOMHOR nepecrt-
POHKH ¥ NpoDaHaa DBII0 NPOBEISHD MONEKYIAP-
HO=UHTOTEHETHYECKDE HocnenoBaHHe, OnpeneneH-
HbIE (PeHOTHITHYECKHE OCODEHHOCTH npobaHia, a
TAKKE XAPAKTEPHAN HCYEPHEHHOCTh TOTIOMHH-
TENBHOTO MATEPHANA HA KOPOTKOM TUIEYE XPOMO-
COMBbl 8§ MO3BONAAM TPEINOIOKHTE YACTHIHYIO
A¥INTHRALUHK KOPOTROIO TLICHd XpOMOCOMbI E‘ H
COOTBETCTEEHHO MPUMEHHTE crieuHguuHbe JHK-
JOHOLL.

Musexyiapro-yumoseremuyeckoe ucciedosanue.
MonekyaspHo-UMTOreHETHYECKOE HCCIeL0Ba-
HHe ¢ nosmousn WCPE JIHK-3011a nosponuno
OIMpeleldTs I0MNOTHUTENBHEH MATEPHAT HA KO-
POTKOM [U1S4e XPOMOCOMBL 8 ¥ NpoBanaa (puc. 3).

B nacTosuwee BpeMs ¢ NOMOLLUBID HCTIONB30BA-
HHA .'\l{'L-"lCK_\'.'IHFIl IO=UHTOre HETHYSCKH X TeX] 1L‘.I,'[l_'|'rHﬁ
CTATO BOIMOXHEIM PATTHUNTE HECKOMBKO THIOR
YACTMMHOMR AVILTHKALLMH KOPOTKOIO TIIEYA Xpo-

ISAN 0564-3783, Humoasoeun u 2enemuxa. 2004, Ne 4

Puc. 1. @poHTANLHEN (@) W CATHTANLHBIA (0) CHUMEH TO-
MOBHOID MO3rd, NOIYMECHHBE C MOMOLLEK) MATHHTHO-pEe-
IOHAHCHOH ToMorpaduu (MPT)

o
- ~
’ +
» 3
4
4 Pue. 2. Monorpassa H roMo-
4 r NOTH XpOMOCOME 8 ¥ mpo-

Ganga. Inv dup(8) xpomocoma

! J CripaBa

vocoMil 8 [12]. Cpend HHX onUcaHbl HHBEPCHHA
OYTUIHKALMA, K KOTOPBIM OTHOCHTCH ONMMCAHHEIA
HaMK ciiydai; AyTUTHKALHH JHCTAILHOTO paHoHA
KOPOTKOrO fjeda XpoMocoMel 8, BEAKHan paloH
Ep23.1; peakue caydad MPOKCHMATBLHBEIX TYTLTH-
Kauuia |6, 13—17]. JetanbHoe onucaHKe QeHoTHIA
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CpapHHTEILHAA XAPAKTEPHCTHES KIHHWIECKHX AHHEIX
npodania ¢ onylIHKOBAHHBMHE JAHHBIMH

Narrne
THTEpaTY R
Komnmmecke ﬂ:cnﬁcmux?u NALMWEHTOR KD:'If:Fi::.L;:BO Hauu
¢ inv dup 8p cryeaes 33) Cawian
TRCUT T n;".'||.|||.’:l_.-'
HHHOPMATHEHO
Mon npodania (Myx/ ®eH) 11/11 M
Boapact, romm
lew eI 4.5
MATEPH 292 22
OTIER 3.6 23
Poxaeune » cpoke = 17 Henens 17720 }
MAansIf BEC IPH PORIEHHH wn
[MoCTHATANEHAR ANENAEK POCTA 5/19 -
Heppotorueckne 0cobeHHocTH
THMOTOHHS 24,25 +
CIACTHYECKAA TAPALIErHA 820 +
YMUTBEHHAS OTCTANOCT 33/33 t
VIETHHEH R 1epeOTRUThH b 712 +
Jhl.‘.l}.'li?-lh.l-l
arcHeaua corpus callosum 10/13 +
JTHEBRIE THCMODEHH
BEICTYTIAKHIME J00 25/31 +
KPYTI0E JTHLED 8/20
IMPOEAA HOCOBAA NEPCropoLE 16431
BEIBEPHYTRIE HOWIPH 15/30 +
KIMBORHIHER HOC 18/31 +
OTBHCIIHE IEKH 12/19 4
BRICOKOE HEDD,) paciiemiHa Heba 18730 +
MHKPOFHATHS 15430 +
BEBERHYTAA HILKHAA rvha 21430 -
DOCTRLLIHT o 22431 -
JUTHHHBI MAOCKKHI s 137292 +
Dorsise yieM 8/ 30 +
AHOMATHM 1123 11/3] K-
(MIREL
KYPHERBE BOIOCH 37 1
BHCOMHOE OOIMCCHHE 6/7
AHOMATHH CKENETA
KOPOTKR 1A 10,20 +
JUTHHHOE TYIOBHLIC 8/15 +
ILTHHHEE KOHEHHOCTH 6/14 -
ILTHHHBE TEUTBLLI 1724 -
KOHTPAKTVPE! B GOIRIMY CyCTARIN 1130 {
CEONIHOS 11/31 +
AHOMATAH BHYTPCHHHX ORIaHOB
MOPOKH Cepna 6,31 -

DONRHBIX C PaITHYHBIMH BADHAHTAMHM HACTHUHOH
TPHCOMHH MATCPHAId KOPOTKOrO [U1e4a XpOomMo-
COMBl 8 NO3BOAKIO MPOBCCTH CPABHEHHE HALLIETD

58

Puc. 3. Metadasa npodanoa nociae npobBeieHua quisoo-
pecueHTHOW in situ rubpuonsauun ¢ JHK-30n10m
WCPs

CAYHad ¢ HMEHLLIMMMCH B IMTEpaType W oTobpa-
IUTh Pe3yAbTATL CpaBHeHua B Tatauue. KiuHM-
HeCKasl KAPTHHA GONBHBIX, ¥ KOTOPEIX BLIARTEHA
HHBEPCHA IYTHKALWH KOPOTKOID IJe4a XpoMo-
COMBI 8, BEJIIOHARST XAPAKTEPHLIS YePThI THLA, [M-
MNOTOHHI, aedopMUPOBAHHBIE, HM3KO pacrono-
AHEHHBIC VIIHLIE PAKOBHHB, MyBOKYIO 3A0epDEKY
PAIBHTHA, CTPYKTYDPHBIZ AHOMATHH MO3ra (0Co-
BeHHo wacTo HabnraaeTes areHesus corpus callo-
SUT), BOSMOMXHBI MTPOBNAEMBI C KOPMIEHHEM B HEO-
HaTalbHOM nNepuone. C BO3PACTOM YepThl JHLA
CTAHOBATCA MEHEE BhIPAIMTENBHEIMK, HAONWIaeT-
Csl THAMeNas YMCTBeHHas OTCTAIOCTh, MOARIIIOT-
CH OpTONeInuecKre NpobieMsl, Cpeal HHX YacTo
BCTPEHASTCH NAPATHY HHAHMX KOHEYHOCTEI (spas-
tic paraplegia), ¥ HEKOTOpPbIX HOCHTENSH TakKoM
XPOMOCOMHOH NepecTpOiiKH OMHUCAHB MOPOKH
cepaua v nodex [10].

B Hawewm cnyuae npobana uMen noaobHeie de-
HOTHNHYECKHE OCODEHHOCTH, ONMWCAHHBIE LIA
HOCHTENEH HMHBEPCHH OVIUTMKALHH KOPOTKOTO
naeda xpoMocoMel 8. B yactHocTH, v npodaniaa
OTMEYANTUCE XAPAKTEPHbIE YepThI JTHLA, rayDoKasn
JANEePAKD PAIBUTHA, 4 TAKKE CTPYKTVPHBIE AHO-
MaIMH Mo3ra (areHesns corpus callosum) (puc. 1),

Uepebpansrias arpodis ¥ CTPYKTYPHBIE AHOMA-
MK M03ra (ocobeHHO YyacTo HaBMIaeTCHA areHe-
3ud corpus callosum) XapakTepHbl 18 HOCHTERei

T5SN 0564-3783, Llumonocus u eenemurka, 204, Ne 4
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KAK WHBEPCHHH IYTUIHKAUWH KOPOTKOro njeya
XpOMOCOMEI 8, TAK W IVIUIHKAUMKH 583 MHBEpPCHH
[18]. TTo MHeHuio psiia asTopos [9, 18], B paiioHe
8 HAXOOATCHA TeHbI, OTRETCTBEHHEIE 34 Pa3BHTHE
MO3A.

JaHHbIE THTEPATYPE, & TAKKE Hallle coGCTREH-
HOE HH‘E.."II:D.H.EHHE NOOTBSPAIANOT NPeanoioHeHHE
0 TOM, 4TO yasoeHHe yuacTka 8p21a8p22 oteeyaer
33 XApaKTePHBIH KIMHWYECKHH eHOTHN, T.€. JaH-
HBIH Y4ACTOK SBIAETCH KPHTHYECKHM JUTH NPOsBIe-
HH#A xapakTepHoro theHoTHna | 19]. Taxum odpazomM,
CXOAHAS KAPTHHA KIMHHYECKUY OCoDeHHOCTEH Ha-
ILIEro cay4as ¢ ONHCaHHBIMHK B IHTEPATYPE CBHIE-
TEALCTEYCT B [IOJL3Y [MPEANOTOARCEHHA O TOM, HTO
JAHHAS IYTUTMKALIMS ODYCTORIMBAET KAHHHMYECKH
PACIOZHABACMbI AYTOCOMHBIH CHHIPOM,

C noseieHHEM BOIMOKHOCTH MCMIOILIOBATE B
FISH-metone J1HK-30HOE HA TeIOMEPHEIE Y4ACT-
KH DbUIO BBIABACHO, YTO HHBEPCHH AYTUIMKALLMH
COTMPOBOMKIACTCH TEPMHHANBHON neneuMeil pai-
oHa 8p23. Tak, nokyc DEST, koTophiit KapTuposax
B paiioxe 8p23.1, Bo BoeX OMYOIMKOBAHHBIX CJTY-
yasnx 0wl aenetuposan |3, 20|. [Neproe coobiue-
HHe o geneudd 8p23.1 npusoaut Dill et al., 1987
[21]. Barber et al. [20] n Guo et al. [3] cunTator,
4TO HHBEPCHH OYIUVIHKALHH KODOTKOro [L1e4da
XxpoMocoMbl § BCErIa COMPOBOXKIACTCH TEPMH-
Ha1bHONH aeneumeii. HHTEpPeCHO OTMETHTE, UTO B
CIVYAAX BRISBACHMA LYTUTHKALIMK 623 HHBEPCUH,
DONBMHCTED U3 KOTOPLIX VHACTETOBAHE, TAKYI)
TEPMHUHANBHYIO AeAeUHI0 He BoiapasioT |13, 17].

MexaHuamel oDpa3oBaHMa OVILTHKALMH M MX
MPOUCXOKIEHHE MHTEHCHBHO W3ydatores. B ocHose
ITOrO ABNEHHWA MOIYT JCKATE CNETYVHILIIHE MPHYH-
Hbl: HEPABHBLIH KPOCCHHTIOBED MEXTY TOMOTOTAMH,
HEPaBHbIH OOMEH CeCTPMHCKHX XPOMATHI, Tpex-
ToHeYHLIH obmen, skawodas U-tin obMeHa npu
HHBEPCHAX IYTUTHUMPOBAHHOTO Matepuana [22].

Eﬂﬂ]’ﬂﬂ.ﬂpﬂ NPHMEHEHHK MOICKYIADHBIX Mc-
TOOOB CTAND BOIMOXHBIM BBIABHTh, 4TO DEEGH
Bp23 ABIHCTCH OnHUM M3 150 diparnabHBIX ydacT-
KOE reHoMa ueioseka. Momuo JONYCTHTL, YTO
(hparunbHble YHACTKH NPeapacrnonoxeHtl K pas-
PBIBY, YTO BEleT K OOPajoBAHMID KAK OeeLnH,
TaK M HHBEPCHH W OyMaMKauuu [23—25). Bhi-
COROMOBTOPARIIHECH NOCAEI0BATENBHOCTH, ob-
HapyxeHHble B paiione 8p23.1, Moryt obneryats
HEPARHVIO PEKOMOMHALIMIO, KOTOpasa ABI4ETCA
OJHHM W3 MEXAHWIMOB BOIHUKHOBEHMH MHBEP-
CHH AYILIMKALHH.

INEN 0564-3783. Humoaoaun u senemura, 2004, Ao

Mocneanue ganusie Giglio |26] nogreepaxaator
NnoaodHbIE NPEANOJOKEHUA, ABTOPB HCCAEN0Ba-
JH 1ea olfactory receptor-gene K1acTepa, HAXOAH-
LIMXCA B KOPOTKOM rnede xpoMocoMsl 8. beuio
MPOAEMOHCTPHPOBAHO, 4TO B KOPOTKOM [Uiede
XpoMOCOMEL 8, a MMeHHO B paioune 8p23.1, npo-
HCXOAWT HEPABHLIA KPOCCHHIOBEP MEXILY JABYMSA
olfactory receptor-gene KnacrepaMH, 4To M obyc-
JIOBTHBAET 00pa30oBaHAE TPEX THIIOB MaKponepe-
CTPOEK W CYOMHMKPOCKONMHYECKHH MOTHMOPhHIM
MHBepcHU. [lepBbie OBa THIA MAKPONEPECTPOCK
BEJTHOYAIOT C/YYAH WHBEPCHU IYTUTHKALMK KO-
poTkoro re4a xpomMocomsl 8 (inv dup(8p)) 1 cay-
YaH AONOMHUTENBHOH MapKepHOH XpOMOCOMEI
(+der(8)(&p23.1pter)), ortnenbHble COOBILIEHUH O
KOTOPOH NPUBOLHTCS B IMTEPATYPE W COMPOBOXK-
OAKITCH Y €€ HOCHTENEH He3HAYWMTENRHBIMM aHOo-
Manuami [27]. K TpeTeeMy THITY MAKPONEPECTPOSK
OTHOCHTCH CAY4aH WHTEPCTHLUHANBHBIX AeneUHi
8p23, KOTOpBIE CONMPOBOAIAIOTCH NOPOKAMH Cepll-
ua y ee Hocureneit (28, 29]. lNockonbKy Ha OCHOBA-
HHM NOCTIEIHWX TAHHBIX MO HCCIEN0BAHHUIO PO~
TENLCKOND MPOMCXORIEHHS ITOH XPOMOCOMHON
NepecTpoHKH CTA10 H3BECTHO, 4TO B DONBIIHH-
CTBE CMYYAB OHA MATEPHHCKOTO NPOMCXORIIEHHH
[30]. 661 npoBegeH MHKPOCATEIUIMTHBIH aHAINH3
padoHa MeXIy IBYMS KJACTEpaMH ¥ marepen
npobaHaos [26]. Bee MaTepu ObUTH reTepo3MroTa-
MH 110 8p CyDMHKPOCKONHYECKOH HHBEPCHH, KO-
TOpas NMPOH301IITA MERLY IBYMA KnacTepamu. Ta-
Koe sBjIeHMe MOxeT ODYCAOBIMBATE HEPABHYIO
peKOMOMHALHIO, MTO NPHBOANT K NOARISHHID inv
dup(8p) wnu der(8p). Cneayer OTMETHTD, 4TO HH-
BEPCHM B KOPOTKOM NJIE4E XPOMOCOMBI 8§ SBISH0T-
Cs BTOPBIMH MO YACTOTE [OCE OMUCAHHBIX B M-
TEPATYPE CHY4YaeB MHBEPCHIT KOPOTKOro IUieya
XpOMOCOMBI Y, KOTOpbIE 00YCTOBIHBAIOT TPaHC-
JIOKALIMM B YYACTKE PAcnookKeHus reda human
protein kinase X (PRKX/PRKY) y XX My®4HH 1
XY xeHuwuH [31].

Takum oDpazoMm, pe3vabTaThl NMPOBEOECHHOTD
MCCNEI0BAHUA TMOIBOAMIM HAEHTH(MHUHPOBATE
XPOMOCOMHYIO MEpPecTpOiKY W CONOCTABUTL [10-
NyHEHHKIE PE3YILTATH C MPHBEASHHBIMHM CIyvas-
MH BauTeparype. Hakoninenue u 1etanbHoe onu-
caHHe nMoaobHBIX CAYYAeR YACTHYHOH TPHCOMMHH
Mo OTISNLHEIM YUACTKAM XPOMOCOM CocoGeTBYeT
BEIWIEHEHHW IO XPOMOCOMHBIN CHHAPOMOE H3 D016~
WOl rpynne HedudubepeHUHPOBAHHEIX (opM
JALEPHKH MCHXO-MOTOPHOTO PA3BMTHA C COoMETa-
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HHEM MHKPD-EHD'MH.'IHﬁ PAIBUTHA, 8 TAKXKE HMEET
BAKHOE IHAUCHME B pacluudpoBKe MEXaHHIMOB
BO3HHKHOBEHHS XPOMOCOMHBIX MEPECTPOEK.

Paboma bwaa nposedena npu dhunancosoii nod-
depxcice Maeiiwapexozo Hayuonaisnozo Hayynoeo
Qonda (Fpanm nomep 7 1P 51778) u wacmusno npu
ihunancosoi noddepucke npozpammu Copernicus-2.

SUMMARY. We present de novo diagnosed case of par-
tial trisomy of short arm of chromosome 8 with psyho-
motoric delay and microanomalies. Inverted duplication
of short arm of chromosome 8 was identified using molecu-
lar-cytogenetic method. This case is compared with litera-
ture data on the same cases. The further intensive study of
such cases is necessary to delineate this chromosomal syn-
drome

PEZOME. HapoouTeCA BHIALOK “MACTKOBOL TPHCOMIT
KOPOTEOrD MAeHa XpoMocosMi &, SKd suHEKa de novo v
MUTHHH 3 JATPHMEOID NCHXO-MOTODHOMD PO3BHTEY TA MiK-
POAHOMANIAMK POIBATEY, MONeKyNAPHO-UHMTOrEHETHY HE
NOCNULKEHHA DO3BOIHI0 IIEHTHIKYRATH IHEEPCID NPy
OVTLIKALTT KOPOTEOro ruteda xposmocoMu 8, PoarnagaeTe-
CH KOPEmIUi KIUHIYHOT KAapTHHH obCTeReHOT IHTHHH 3
TOABCE HHAM TITAHKK KOPOTKOTO MY XpoMocoMH 8 Ta
NPOBQIHTECH MOPIBHAHHA 3 AHANONYHHMH BHIADKAMH,
L0 OMHCAHT B AiTepaTypi.
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