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Hapymeﬂml IICUXOMOTOPHOTO Pa3BUTHS PeOEHKA
MOTYT UMETb Pa3Iu4Hyio npupofy. OfHa U3 TpUYMH 3a-
JAEPKKN (POPMUPOBAHUA IICUXOMOTOPHBIX HABBIKOB —
XPOMOCOMHbBIE€ aHOMAIUHU UM CUHIPOMBI, KOTOPbIE BO3-
HUKAIOT B PE€3yJbTaTe U3MEHEHUS YNCIA UIN CTPYKTYPbI
XPOMOCOM COMAaTHYECKUX (ayTOCOMHBIE CUHJAPOMBI) U
MOJIOBBIX (FOHOCOMHBIE CHH/POMBI) Ki1eToK. IIpakTidec-
KM BCE XPOMOCOMHbIE aHOMAJIMU U CUHJAPOMBI Y JeTeil
COTIPOBOKJAIOTCA HAPYIIEHUAMU HEFPOOHTOreHEe3a.

HeitpoonTorenes — reHeTUUECKU JETEPMUHUPOBAH-
HbI€ CTPYKTYPHbIE M (PyHKIIMOHAJILHBLIE IpeoGpa3oBa-
HUS HEPBHOM TKaHU C MOMEHTA POKJEHUA O MOMEHTA
cvepTu opranuama. CylecTByloT obiiye KIMHUYECKUe
INPU3HAKU, IO3BOJAIONIME 3aMO0J03PUTh AHOMAIUU
xpomocoMm. Hanmpumep, oTcrasaHue B (pu3sHUYECKOM
1 MCUXUYECKOM Pa3BUTUU, YEPENHO-IUIIEBON IU3MOP-
(pusmM, BpoxAEHHDBIE TOPOKU passutus u JAp. Kpome
TOTO, BBIIEJIAIOT IIPU3HAKU, XapaKTePHbIE (IIaTOTHOMO-
HUYHBIE) JUIS OTJENbHBIX CUHAPOMOB.

Jli06as 13 XpOMOCOM MOXET OBITh BOBJI€YEHA B YHIC-
JIEHHbIE U CTPYKTYPHbIE€ U3MEHEHMS, IIOITOMY B KJIUHU-
YEeCKOH IMpaKTUKe HaOII0a0T GOJIbIIOE Pa3HOOOpasue
OIMCAHHBIX XPOMOCOMHBIX 3aboJeBaHuii. Penorunu-
YecKue MPOSBIEHUS ITUX CHHAPOMOB GoJlee IIOJIIMOp-
(pHBI, YEM CUHJAPOMOB I€JbIX MOHO- U TPUCOMMHU.
OTyacT 3TO CBA3aHO C T€M, UTO pPa3Mephbl (pparMeHToB
XPOMOCOM U, CJI€JJOBATENIbHO, UX T€HHBII COCTAaB MOTYT

L.M. KOLPAKCHI, D.M. ATAEVA, S.S. ZHILINA

BApPBUPOBATh B KAKIAOM OTAEJIbHOM ciaydae. Tpancao-
KdYus — THUIL XPOMOCOMHBIX MyTALIi, B XOJ€ KOTOPBIX
IPOUCXOJUT OOMEH YyYaCTKaMH HETOMOJOTHUYHBIX
xpomocoM. /ISl BBISIBJIEHUS XPOMOCOMHBIX aHOMAIHI
IPOBOJAT IUTOr€HETHYECKOe UccaenoBanue [1].

B nHameill kIMHUYECKOU NMPAKTUKE MbI CTOJIKHYJINCh
C HapylIeHUEM IICUXOMOTOPHOIO pa3BUTHUS peOEHKa,
IOTPEOOBABIIMM THIATEIHLHOIO OOCIEA0BAHNUS C UCIIOJIb-
30BaHUEM IIUTOT€HETHUYECKOTO MeToJa IS Olpejese-
HUS IPUYMHBI JU30HTOT€HEe3a.

Knunnyeckuit cnyyai. Masnsunk I, 10 mec, nocrynmi B
oTaeseHne rncuxoHesposiorun Ne2 Poccuiickoii geTckoi
KJIMHUYECKOU 60JBHUIBI € KaJT00aMU MAaTEPU Ha 33/iep-
JKKY IICHXOMOTOPHOTO Pa3BUTHUSA, OTCYTCTBUE (PUKCAIIN
B3rsAa. Ilo maHHBIM aHaMHe3a, peGeHOK OT 3-U Oepe-
MEHHOCTH, TPOTEKaBIIeH Ha (POHE TOKCUKO3a HA MPOTS-
JK€HHU BCETo ee CpoKa; B 3-M Tpumectpe — OP3, yrpossl
MpeXAEBPEMEHHBIX POJI0B. Poan! TpeTbu, pusnonsorny-
Hble. Macca npu poxkgenun — 3500 1, ainuHa - 54 cM, ok-
PYXHOCTB royioBbl — 35 cM. Poxauiics c o6BuTHEM IyIIOBU-
Hbl BOKpyr men. OneHka no mkaze Anrap — 7 Gauios.
B TeueHne nepBBIX CYTOK KU3HU PEOEHOK ObLT COHJIUB,
cocaTeabHBIN pedekc caabo BeipaskeH. Ha mepsom rojy
JKU3HH OTMEYAETCH OTCTABAHME B IICUXOMOTOPHOM pa3-
BUTHH: pe6GEHOK JAEPKUT TOJOBY € 6 Mec, He JTUTENbHO,
B3IIAJ He (PUKCUpPYET. B cembe BOE 310POBBIX AETEH.

Description of a clinical case with a rare chromosomal disorder 46 XY, t (11, X) (q23, q26)

Key words: chromosomal abnormalitys.
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Comamureckuit cmamyc npu nocmynieHun: COCTOs-
HHue cpeaHed Tspkectu. TesociokeHue TUIIEPCTEHU-
YecKoe, MOBBIIIEHHOTO NUTaHusA, naparpodusa. Kox-
HbI€ TIOKPOBBI YHCTBIE, 61eHbIe. 3eB crokoeH. Ilepn-
(pepuueckne mumpoysabl He ypeamdeHbl. Ipynnas kiet-
Ka IWINHApUYecKasd. B jerkux jgpIxanue myspuiibHOE,
IPOBOJUTCS BO BCE OT/AENbI, Xpumnos Het. 4] — 28 B
muH. YCC - 120 yx. /vmun. Cepaednblie TOHBI TPOMKHE,
purmuyHble. JKUBOT NMpM magbIanuu MATKHU, 6e360-
ne3HeHHbIN. Ileuennb u cenesenka He yseamdeHbl. CTyn
PETYASPHBIN, MOYEUCITyCKAaHNE HE HAPYIIEHO.

Hesporozuueckuiic cmamyc: cynopor Het. CozHaHME
sscHoe. MeHUHTreaJIbHOM, OOLEMO3IOBOM CUMIITOMATU-
KM HeT. MaKpOKpaHHs ¢ KOH(PUTYPHUPOBAHHBIMU Oyrpa-
MH, OKPYKHOCTb roJIoBbl — 47 cM. Bosblioil pogHUYIOK
TOYEYHBIH, BRI COMKHYTHI. Bartan He pukcupyer. Imas-
gble mean: S=D. JIBuKeHns Ia3HbIX I0/I0K IJIaBaIoIHeE.
3paukn OKpyrIoi (popMBI, CHMMETPUYHBIE, PEAKITUN Ha
CBeT (IpsIMas U COAPYKECTBEHHAs) COXpaHEHDI. JIBuxe-
HUsS B HIDKHEN YeIIOCTU B MOJHOM oOobeMe. Jluio cum-
MetrpuuHoe. Peaknus oxupieHHs Ha 3BYKOBOE
pasjpakeHue COXpaHeHa. Msarkoe He60 PaCIIOJIOKEHO
IO CpegHel nHuY, noABIKHO. Jucdarus. losnoc 3Bon-
KNI, IOTOYHBIH; HeGHbIE peduekcol — xuble. Cannba-
s ymepeHHas. [IpUBLIYHBIN HAKJIOH TOJOBBI HAJIEBO.
JleBoe mieyo npunogHATo. JleBast KuBaTeJIbHas MbIIIIA
CIa3MHUpPOBaHA, 6OJE3HEHHA NpHU Maabnanuu. f3pix B
MOJIOCTU PTa ¥ IPH BHICOBBIBAHUU — IO CPEAHEH JTMHUN.
JlBuraTesbHBIE HABBIKHU: TOJOBY JIEPKHUT HEYCTOMYMBO,
HE IoBOpauynBaeTcs, He cuauT. O6beM IeIeHapaBIcH-
HBIX JIBIDKEHUN B BEPXHUX U HIDKHUX KOHEYHOCTSIX CHU-
xkeH. Cmla MpImIy CHIDKEHA. MbIiedHas TUITOTOHUS.
Tpocuka mpimr He HapymeHa. CyXoXHIbHBIE pedIIek-
cbl xuBble, S>=D. bpromnbsle pedeKcbl CHUXEHDI.
ATakcus KopkoBas (acrasusg-abas3us). Peaknusa Ha 6oJe-
Bble M TaKTUJILHBIE Pa3fipaXeHUs coXpaHeHa. Berera-
TUBHO-TpOo(uueckas cdepa: 6e3 rpyooil MaTOJIOTUM.

TazoBble (PyHKIIUM: HET KOPKOBOrO KOHTPOJIA. Bricime
KOpKOBbBIE€ (PYHKITUN: MaTh IPAKTUYECKU He auddepes-
IUPYET, SMOIIUM PE3KO 0OETHEHDI, IBUTATEIbHAS aKTHB-
HOCTb XAaOTHYHAs, HEMOTHUBUPOBAHHAS, OKPYKAIOIUM
HE MHTEPECYeTCs, MPEMETDI HE 3aXBaTHIBACT.

Denomununeckue 0cobeHHOCMU: MAKPOCOMMUS, MaK-
pouedanud, nedopmManus dYepemna, BBICOKASA JHHHSL
pocTa BOJOC, KOPOTKas INes, TUIOIUIA3Uus OpPOUT U
HaJOPOBHBIX JyI, 3alaBllasg IEPEHOCHULA, IepHropou-
TaJdbHAsA NPUNYXJOCTb, 3MUKAHT, MOHTOJOHUIHBIN
paspes mia3, KOPOTKHE, PEeAKHE PECHUIIbI, MyXJble
MEeKU, MUKPOCTOMHUS, TyObI TOHKHE, JJIUHHBIH PUILTP,
3y60B HeT, OOJIbIINE AUCILIACTUYHBIC YVIIHbIE PAKOBU-
HBI, COCKOBBIH THUIEPTEJIOPU3M, OpaxuJaKTIIHA,
Ha IPaBOM JTa/[OHU — TONIEpEYHas CKJIJKa, THIOILIA-
3Us HOTTEBBIX IUTACTUHOK Ha CTONAaX, MUKPOIEHMUC,
TUIIOILIA3Us TECTUKYI (pomo 1-5).

ITpogedenst uccaedosanua: xiunuveckue u OUOXU-
Mureckue noxazameau Kposu — 6€3 MaToJOTun. Anaius
Kposu na aaxmam: 1o eapl — 1,1 MMmoab /1, mocie eapl —
1,6 mmoub /1. Kapuorun pe6enka: 46 XY, t (11, X) (q23,
q26). YuuTbIBas BBISIBICHHYIO TPAHCIOKAIMIO JJTHHHOTO
mwieva 11-i1 XpoMOCcOMBI Ha JUIMHHOE IIEY0 X XPOMOCO-
MBI y pe6eHKa, MMOKA3aHO UCCIECOBAHIE KAPUOTHIIA PO-
gureneil. Kapuomun mamepu: 46 XX (HOpMaIbHBINA
KeHCKni Kapuotun). Kapuomun omya: 46 XY, 9 gh+
(BapHAHT HOPMBI).

AHAAUZ AAAEABHOZ0 MEMUAUPOBAHUS NPOMOMOPHOU
obracmu eena SNRPN memodom memuacneyuduueckoti
II1]P: nameHeHUN, XapaKTepHbBIX 1 cuHapoMa Ilpane-
pa-Buu, He BbISBIECHO.

Tandemnas maccnexmpomempus (IpoBeaeHA B 1adO-
paropuu MI'HII PAMH): naHHBIX 3a HacJIeACTBEHHbIE
aMUHOAITUAONIATUH, OPTAaHUYECKHE aIluypun, 1eeKThl
MHUTOXOHJPHATBHOI'O 6€Ta-OKICJIEHUS HE BBISIBJICHO.

IKI" cunycosprii put™ ¢ YCC - 122-136. ITpomerxy-
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Budeo-K93I' monumopumre cocmoanus: (PyHKIIHO-
HAJTbHO-OPTAaHUYECKUE M3MECHEHUS OMO3IEKTPUUIECKOMN
AKTUBHOCTH C AKIICHTOM B JICBOM 3aTBLIOYHO-3a/[HEBU-
COYHOH U JIEBOH JIOGHO-IIEHTPAJIBHOI O0JIaCTAX B BUAE
JEeNbTa-BOTHOBOTO TIpeobuasanus. OTCyTcTBUE MpU3HA-
KOB 3NWIENTH(POPMHON AKTUBHOCTU IO XOJy JAaHHOU
3anUCH. DUUJIENTUYECKUX NPHUCTYIOB U HKTAJIbHBIX
III-maTTEepHOB HE OTMEYECHO.

Buodeo-K339I'T monumopumne cocmoanus 0nesnozo
cHa: COH MOJYJUPOBAH NO ¢a3aM, (PU3UOJIOTHYECKHE
MAaTTEPHBI CHA BhIpakeHbl. /luddysHbie uppuTaTUBHBIE
M3MEHEHUs B BUJE IMHUPOKOH MPEACTABIECHHOCTU OBICT-
poix 6eta-popm. Ilo Xoxy cHa gacTo oTMedYanach acuM-
MeTpusd PU3NOJIOTNIE€CKUX COHHBIX IATTEPHOB B JIOOHO-
IEHTPATbHBIX OT/AEeIaX Moaymapuii, S>D, nesomoiy-
HIApHOE J€eJIbTa-BOJHOBOE IIpeobiafanye (IperuMyIecT-
BEHHO B JIOOHBIX U BHCOYHBIX OTAenax). Ilpuanakos
HAJTU9IHS SMIIENTU(OPMHOI aKTUBHOCTH 10 XOTy 3aITH-
CH CHa HE OTMEYEHO. JMIIENTUYECKUX IMPHUCTYIOB
1 UKTATbHBIX JII-MaTTepHOB MO X0y 3amMcy He 3ape-
THUCTPUPOBAHO.

YBH opeanos Gprownoti nosocmu u novwex: Ne4eHb:
HE YBeJIMYEHA, KOHTYphI poBHbIe. Ilapenxuma: 3epHUC-
Tasi, 3XOT€HHOCTb OOBIYHAS, C MOAUYEPKHYTHIM COCYINC-
TeIM pucyHkoM. llomxenynounas xemesa: yBeJMUYeHA
B XBOCTE, TOJIOBKA — 12 MM, Teno — 7 MM, XBOCT — 14 MM,
KOHTYpBI HEUETKHE, MAPEHXNMA YMEPEHHO HEOJHOPO/I-
Hasl, BUPCYHTOB IPOTOK HE PACIHIUPEH, KETIHBLIN
Iy3bIpb OIIpeJEeIAeTC HEYEeTKO, (popMa OObIYHAS, CTEH-
KM TOHKHE, IMPOCBET YHCTBIH, XOJEZOX HE PaCIIUPEH.
CeneseHka: COOTBETCTBYET BO3pacTHON Hopwme. JInmda-
TUYECKHE Y3JIbI: B GPIONIHONM THOJOCTH HE PETUCTPUPY-
1orca. [Toukn: pacnonoxeHbl O6bITHO, KOHTYPBI HEPOB-
HbI€, HEYETKOCTb BEPXHUX IIOJIOCOB; mpaBas — 62X23
(8) MM, seBas — 59X26 (7) mm. [Tapenxuma: quddepen-
IIUPOBKA COXpPAHEHA, BACKyJApHU3aIUs HE H3MCHEHa,
CTEHKH COCYIOB JIO JIyTOBBIX apTepuii ymnotHeHsl. YJIC
crpasa — oxaHka HX7 mM, B/ 4 — 4X6 MM, cresa YJIC He
pacmupeHa, CTEHKHM JIOKAJIbHO YIUIOTHEHbI. MoueBoil
My3bIPb 3aIIOJIHEH HE TYTO.

MPT eonosnoeo moszea: puddysHas KOPKOBO-TIOA-
KOpKOBasi aTpodusi, pEaKTUBHAS BEHTPUKYIOMET IS,
Junddysnas runoMueMHI3ANNS, JOMyCTUMAs [ JIaH-
HOTO BO3PACTA, PEAYKIINA 0OBEMOB ITOTIOCOB BUCOYHBIX
JoJieii, O4eBUAHO, Ha (OHE HE3PENOCTH, UCTOHUEHUE
MO3O0JIMICTOTO TeJIa TaKXe Ha (POHE TUIIOMUETNHU3AITIN.

SPH: ROCTOBEPHBIX JAHHBIX 32 MATOJIOTHIO MaKy-
JIAPHOHM 30HBI M 3PUTEJLHOTO HEpPBA C JIBYX CTOPOH
He OOHapyxkeHO. MOXKHO TOBOPUTH O BBIPAKEHHBIX
OPraHUYECKUX H3MEHEHUSIX Ha YPOBHE IPOBOJAIMINX
IyTel U BBIIIE.

Peberox ocmompen opmonedom: BbISIBICHA BPOK/IEH-
Has JIEBOCTOPOHHSIS MbIIIEYHAs] KPUBONIES.

YauTbIBasi JAHHBIE IIUTOTE€HETUYECKOTO 06CIe0Ba-
HHSA, 0COeHHOCTH (PEHOTUIIA, MOIUCUCTEMHOCTD IIATO-

JIoruY, GBUT YCTAHOBJICH AMATHO3: XPOMOCOMHBIM CHHA-
pom 46 XY, t (11, X) (q23, q26). Amaspos. [unoronuuec-
KHM-ACTaTUYCCKUIl CHHAPOM. 3afepiKKa ICUXOMOTOPHO-
ro passurus. IlpoBegeHa NOCHHIPOMHAS TEpPAINMs,
KYPChI KUHE3UTEPAINH, POGOTH3NPOBAHHOM MEXaHOTeE-
panuu. Ha ¢oHe sedeHns B HEBPOJIOTUIECKOM CTATyCe
HAOIIOAAIACh HE3HAYUTENbHAS IIOJOXKUTEIbHAS AUHA-
MUK B BHJE YBEJINICHUSI (PYHKINOHAIBHOMN ABUTATEIb-
HOI AKTHUBHOCTHU, OXHUBJICHHUS IICHXO3MOIIMOHAIBHBIX
peakuii.

BbIBO/bI

Mb! HabGIOgIN pebGeHKa C 3aJePKKOU (POPMUPOBA-
HUS ICUXOMOTOPHBIX HABBIKOB, BPOXACHHOHN amMO6J1o-
nueyd, OCOOEHHOCTSMU BHEIIHETO OOJMKAa U PEAKOU
¢opmoit xpomocomHOM anomanum: 46 XY, t (11, X)
(923, q26). Ilpu nposesenun guddepeHInaIbHOrO
JUarHo3a ObUIM MCKJIIOYEHBI HACIEeACTBEHHbIE OOJIE3HHI
0OMEHa AMHHOKHCIOT M OpPraHWYEeCKHe aIujgypuH,
cungpomsl IIpagepa-Buiiu u Muwuiepa-/lukepa, nmero-
mye HEKOTOPOEe (PEHOTUITNYECKOE CXOJICTBO C OMUCHIBA-
eMbIM caydaeM. Kpome Toro, mpu mpoBeieHnH 1uTore-
HETUYECKOTO 00CIeAOBaHUS POJUTENIEH ObLI NCKIIOYEH
CeMEHHBIM XapakTep BBIIBJIECHHON XPOMOCOMHOM
aHOMaJIUM.

IIpuyuHbI BO3HUKHOBEHUS XPOMOCOMHBIX aHOMa-
JUI U3ydeHbl HEJOCTATOYHO. JacToTa XPOMOCOMHBIX
anomanwmii — 5-7 Ha 1000 HoBOpOX)AeHHDBIX, 40% U3 HUX
MPUXOJUTCA Ha CTPYKTYpHBIE HAPYIIEHUS XPOMOCOM
[2]. ITpakTHYeCKH IPU BCEX XPOMOCOMHBIX aHOMAJIUAX
1 CUHIPOMAX ONHMCAHBLI HAPYMICHHUS ICUXOMOTOPHOTO
Pas3sBUTHSA, TPUYUHBI KOTOPOTO JIEXKAT B HApPYHMICHUU
reHHoro 6amasca. /I yrouHeHus XapakTepa TPaHCJIo-
Kanuu (c6aTaHCUPOBAHHASA WM HECOAIAHCHPOBAHHASA)
HEOOXOJANMO TNPUMEHEHUE MOJIEKYIIPHO-TIUTOTEHETH-
YECKUX METOJUK.

MeuImHCKOe COMPOBOXK/ECHUE MAIUEHTOB C XPO-
MOCOMHBIMU aHOMAJIUAMHU [JOJKHO OCYIIECTBISATHCS
IPYNION Bpauyel, BKIIOYas HEBPoOJOra, o(pTaJlbMOJIOTA,
SHJIOKPUHOJIOTA, OHKOJIOTa, PeabuInToIora U Iearo-
roB-Ze(eKTOI0roB.
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