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CEMEWHBIN CJIYYAU CBAJTAHCUPOBAHHOM TPAHCJIOKALINIU
Y PEBEHKA C 3AJJEP)KKOHN ICUXOPEYEBOT O PA3BUTHS

Pe3tome. [lpakTrueckm Bce XPOMOCOMHBIE 3a00JI€BaHUS COMPOBOXKIAIOTCS  OINpPEASICHHBIMU
HEBPOJIOTMYCCKUMH HAPYHMICHUAMHU, & UMCHHO: 3anep>1<1<of/'1 TICUXOMOTOPHOT'O, YMCTBCHHOI'O U (1)I/ISI/I‘ICCKOFO
pa3BUTUA. CBOGBpeMeHHOG pacrio3ZHaBaHMUEC TaKHUX COCTOSTHUM MMEET UCKIIOYUTEIBHO BaXKHOE 3HAYCHHE JUISL
MIPOBEACHNS MPEKOHIIETIIIMOHHON MOJTOTOBKH U TUTAHWPOBAHUS POXKICHHS 37[0POBOTO PEOCHKA Y CYTIPYKECKIX
map, a Tak)Ke JUarHOCTHKH TOAOOHBIX PacCTPONCTB y AeTeil. Omucan ceMelHbIN ciydail cOaTaHCHpOBaHHON
XPOMOCOMHOH aHOMaJIHH (TPAaHCIOKAITUS MEXKIY XpoMocoMaMiu 5 u 6). PeOeHOK B 3TO# ceMbe yHACIIeI0BaI
TaKyl0 e COaJJaHCHPOBAHHYIO TpPAaHCIOKAIMIO, KoTopas ecThb m y Mmarepu 46,XX,t(5;6)(q35;p21.3).
PernponykTHBHBIC TOTEPH B aHAMHE3€ CEMbH 00YCIIOBICHBI CTPYKTYPHOU XPOMOCOMHOM TIATOJIOTHEH Y CYyTIpyTH
¥ COOTBETCTBEHHO AITMMHUHAIIMEH TIJIOZ0B C XPOMOCOMHBIM JtucOanancom. Jliist HocuTeneil coarmaHCHpOBaHHBIX
TPaHCIIOKAIMH CYIIECTBYET TAK)Ke MOBBIIICHHBIM PUCK POXKIECHHUS ICTEH C OIIPE/ICIICHHOM CTENEHbIO 3a/IEPIKKH,

4TO U p€ain30BaJioChb B JTAaHHOU CEMBbeE.

KualoueBble cj10Ba: KapuOTHII;
pa3BUTHS.

BBenenue. 3a mocnemnHHWE — IECATHIIECTHS
OTMEYAeTCs  yBENWYCHHWE  KOJIMYeCTBa  JIeTei
C TeMH WIH WHBIMH HEPBHO — TICUXUYECKUMHU
HapyIIEHUSIMH, KOTOpPbIEe HAa3bIBAIOT  3aJEPIKKOI
MICUXOMOTOPHOTO, yYMCTBEHHOTO ¥  (DPU3UYECKOTO

pa3BuUTHSA. DTHMH TPU3HAKAMH XapaKTEPHU3YIOTCS
MPAaKTHYECKH BCE XPOMOCOMHBIE 3a00ieBaHUS,
CBSI3aHHBIC C AaHOMAJIMSIMH ayTOCOM MJIH TOHOCOM [3].
CBOEBpeMEHHOE pACTIO3HABaHWE TaKUX COCTOSHUH
MMEEeT WCKIIOYUTEIhHO Ba)KHOE 3HAueHWe IS
MPOBEACHNS TPEKOHIICTIIINOHHON TOATOTOBKH U
TUTAHWPOBAaHUS POXKIACHHUA 3I0POBOTO pebeHKa y
CYTIPYKE€CKHUX Tap, a TaKKe TUArHOCTHKH MOJOOHBIX
HapylieHuil y jaeteil. JlaHHble paccTpoicTBa crayiu
00BEKTOM TIOBBIIIIEHHOTO BHUMAaHHS TICUXHUATPOB,
HEBPOJIOTOB, TEHETHKOB W ITETHATPOB [6].

Ocoboe 3HavueHWE TMPHOOpPETACT W3YUCHUE
HACJICICTBEHHBIX OOJIe3HEH B  TEAHATPUUCCKON
MPAaKTHKE, TIOCKOIBKY ITO/IABIISIFOIIEe OONBITHHCTBO
TaKkuX 3a00JIEBaHMIA TPOSBIISETCS B IETCKOM BO3pacTe

[5].

JloCTmKeHUS MOJIEKYIIIPHOM OMOIOTHH, 00IIei
U MEAMLMHCKOM TEHETUKH IO3BOJMIN HOJOUTH K
M3YyYEHUIO TPOOIEMBI 3aJepKKHA TICHXOMOTOPHOTO
Pa3BUTHUS y ACTEH C NO3ULUN COBPEMEHHOM TEOpPUU
reHeTudeckoil madopmanuu. BHenpenne B KIMHUKY
[UTOTEHETHYECKUX  METOJOB CII0COOCTBOBAIIO
BBISIBIIGHHIO XPOMOCOMHBIX aHOMAaJMil Yy TaKux
mmanueHToB [7].

3armom03puTh  XPOMOCOMHYIO — ITaTOJIOTHIO
MOYKHO TIO CJISAYIOIIIM IIPH3HAKaM: MHO)KECTBEHHBIE
BpPOXKICHHBIC TTOPOKH pa3BUTHSA (MBIIP),

cOalaHCUPOBAHHAS TPAHCIOKAIIHS,

3ajJiepKKa TICHXOMOTOPHOTO

3alepkKa TCUXoMoTopHoro pazsutus  (3IIMP),
ymcTtBeHHass  orcranocth  (YO), ocoOeHHOCTH
MoBeNleHUs] (PacTOPMOXXEHHOCTh, ayTU3M M [Ip.),
3anmepkka pedeBoro pazButs (3PP). Omm moryt
OBITb W30JMPOBAHHBIC WM B COYETAaHHMH C OZHUM
W3 CIEYIONUX TPU3HAKOB: THIOTpOQus, ITHObIe
HapyLeHusl TOJIOBOH Iu(PepeHInpOBKH, MaJible
aHomanuu pas3Butus. llpm Hamuuum B cemeliHOM
aHaMHe3€¢ CIIOHTAHHBIX a0OpPTOB, MEPTBOPOXKICHMH,
nereii ¢ MBIIP  o00cienoBaHu0  TOIECKAT
cynpyskeckas napa. Poxzaenue aeteil ¢ XxpoMoCOMHOM
[aToJIOTMEH  MOXHO €  BBICOKOH  CTEIEHBIO
BEPOSITHOCTH TpeNnoiaratb IMpH HOCHUTEILCTBE
OIHUM H3 CYNpPYIOB TPAaHCIOKaUMN WIM MHBEPCUN
[1, 4]. B »T0#i cutyanmn HEOOXOAMMO TPOBEICHUE
[IPEeHaTaIbHOM AMArHOCTUKU C LIEJBbIO ONpEIeNICHUs
KapHoTuIa Iuioza.

B nwureparype omucaHbl ceMeiHbIE Ciydaw,
KOTJla OZIHU WIEHBI CEMbH, UMes cOalaHCHPOBaHHBIN
KapuOTHUII, 3J0POBBbI, TOIAAa Kak JAPYrHE HMEIOT
[IPU3HAKH XPOMOCOMHOI OOJIe3HH, B TOM YHUCIIE U
3anepkky pasButus [2]. OmgHUM U3 OOBSICHEHWH
JAHHOTO TIPOSIBIICHUSI MOXKET OBITH )eHOMEH dPPeKTa
nojaoxkeHuss TreHoB. OCHOBHOM NPHUHLMII  3TOTO
(eHOMEHa MPOSIBIISIETCSI B TOM, YTO T'€HBI, KOTOpBIE
OKa3aJich BOJM3M TOYEK pa3pbiBa XPOMOCOM IpHU
(dhopmupoBaHuK CcOaTaHCHPOBAHHOW aHOMaNUH (B
OCHOBHOM, P€Yb MJET O TPAHCIOKALUSIX), H3MEHSIOT
CBOE IIPOSIBJICHUE, T. €. B OZTHOM OKPY>KEHUHU I'€HOB €TI0
(GyHKIMS BOMU3M TOYEK pas3pbiBa B MEPECTPOCHHON
XpOMOCOME MOKET OBITh M3MEHEHa, Torga Kak B
JIpYyroM — coxpaHsa [7].
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Marepuaiabsl u  Meroabl. IIpoBonunocs
COMATO-T€HETUYECKOE, KIIMHHUKO-T€HEaJIOrn4eCcKoe,
OMOXMMHMYECKOE U LIUTOTeHEeTHYECKoe 00CIIeJOBaHUE
CEMbH, KOTOPast 00paTuiiach 3a MEINKO-TeHETUIECKUM

KOHCYJIBTUPOBAaHUEM B CBSI3W C 3a00JIeBaHUEM
pebenka u JaTbHEHIINM MJIAaHUPOBAHUEM
OEepEeMEHHOCTH. Marepuanom HCCIIEeIOBAHUS

CIly’)KWUJTM  MeTadas3Hble XPOMOCOMBI JIUM(POLUTOB
nepugepruveckoil KPOBH, MOTYYCHHBIE CTaHAAPTHBIM
METOJIOM KYJIBTHBHPOBAaHHS B TEUEHHH 72 4YacoB ¢
ucnoib3zoBanueM OI'A. Unentudukanuo xpomocom
MPOBOJIMJIM  COTIACHO ~MEKIYHApOJHOM CHCTEMBI
HOMEHKJIATypbl B IIUTOr€HETHKe YesoBeka [8], mocine
muddepenmmansioro okpammBanus GTG n CTG
— METOJJaMM Ha KOMIBIOTEPHOM JMAarHOCTUYECKOM
cucreme Metasystems ¢upmbr Carl Zeiss.
Pesyabrarel m ux obcy:xnenme. [IpuBomaum
COOCTBEHHOE KITMHUYECKOe HaOmoieHNe.
Cembst II. oOparunace B CBs3M C 3a00JIeBaHHEM
pebeHka — 3aJep)KKa IICHXOpPEYEBOT0 pPa3BUTHA,
HapylIeHUEe KOHLEHTpAlMd BHUMAaHHS, OTCYTCTBHE
JIOTMYECKUX paccykKAeHul, crepeotunuu. [Ipodann
— Mansuuk 6-tu jer ot III OepemenHoctn, 1-x
¢usnonornyeckux pomoB B cpoke 40 Hem. /JlBe
TPEbIIYIIHE OepeMeHHOCTH 3aKOHYMJIINCh
CaMOIPOM3BOJILHBIMU ~ BBIKHJIBIIIIAMH B CpOKe 6
— 7 Hen.; 4-1 OEpeMEHHOCTh TaKXKe 3aKOHYHIIACH
mpepelBaHUEM B cpoke 6 — 7 Hen. Macca mpu
poxaenuu 3790 rp, poct 54 cM. C HOBOPOXKIEHHOCTH
pebeHoK 1Ioxo Habupai Bec. B 2,5 Mec. B CBsi3u ¢
yBenueHrneM o0beMa ToJI0BbI Ha HeHpocoHOorpadun
00OHapyKeHO yBEJIMYEHHE BHYTPHUYEPEITHOTO
nmasierus. C 3,5 Mec. ynepKUBaeT TOJIOBY, CHIUT C
7 mec., xoqutT ¢ 1 roma. B 2 roga Hagan mocemarb
JNETCKUN KOJUICKTHB, B CBSI3U C IUIOXUM OOy4eHHEM
ObUI TiepeBelleH B KOPPEKIMOHHYIO Tpymiy. bbun
KOHCYJIBTUPOBaH 1e(EKTOIOroM M HEBPOIATOIOTOM
— MOCTaBJIEH JAMArHo3: THApoIedanus, pe3uyaabHo-

3aJIeP’KKH ICUXOPEUEBOTO PA3BUTHSL, MUOTOHUYECKUI
cuapoM. [Ipu mepBuUYHOM OCMOTpe B (heHOTHIIE

obpamasii  Ha ce0sS BHUMAaHHE MOBBINICHHAS
PaCTsKUMOCTL  KOXKH, CAWHUYHBIC TIMIMCHTHBIC
IIATHA, MHOTOHUA, TUIECPTCIIOPU3M, murpoKasd

CIIMHKA HOCA, KOPOTKasl Iesi, ApKO po30Basi OKpacka
JaJIOHEH, MBIIIEYHBIM TOHYC AMCTOHMUYHBIM. [locie
MIPOBEIGHHOTO ~ OMOXMMHYECKOTO  MCCIIETOBAHMUS
KpPOBH y peOeHKa BBISBICHA THIIEPTOMOIIMCTEHHEMHS
(romorucrenn — 10,17 npu HOpME 10 5 MKMOJIB/T),
BTOpHYHAs MUTOXOHIpHAJIbHAS JTUChYHKINS
(maxratnerumporenaza — 351,78 mpum  HOpMe
no 345 En/m). denorun pomutenicii mpodOaHia
06e3 ocobenHoctedd. PomocnoBHas — oTATOIIEHA
CepJICUHO-COCYTUCTOI TaToNoruel, HHCYJIbTaMU |
OHKOTIATOJIOTHEH KaK CO CTOPOHBI OTIIA, TAK U MaTePH.

PX — Pax xemynka, MHC — Uncynst, PJI
— Pak nerxkux, BPB — Bapuxo3Hoe pacimupenue
BeH, UTH® — Undapkr, PXKKT? — Pak xemynouno-
KHIeyHoro TpakTa, I'b — 'mnepronndeckas 601e3Hb,
AJl| — AprepuanbpHoe naBieHne oHWwKeHHoe, AJ(T
— ApTrepuaiibHOE JaBJICHHUE TOBBIMIEHHOE, MKMHC —
Muxkpounncynst, M — Muomnus (Puc. 1).

Kapuotum npobanma: 46,XY,t(5;6)(q35;p21.3)
(puc.2); xapuorun matepu: 46,XX,t(5;6)(q35;p21.3);
kapuotun otna: 46,XY. PebeHox B 3TOW cembe
yHaclenoBal  Takyl0 Ke CcOalaHCHpPOBAHHYIO
TPaHCIOKAIIMIO, KOTOpas €CTh W Yy MaTepu.
PemponykTuBHBIE TOTEpH B aHaMHE3€ CEMBbHU
00yCJIOBJICHBI CTPYKTYPHOH XPOMOCOMHOM
MaroyioTieil 'y Cynmpyrd W COOTBETCTBEHHO
ANMMUHAIIEH IT0JI0B C XPOMOCOMHBIM TMCOATAHCOM.

Takass mepecTpolika MOXET 00yCIIaBIUBATh
pOX/IEeHNe, KaK 3M0pPOBBIX AETEH, TaKk M IMOTOMKOB
C XpOMOCOMHOM maronorued. Jlisgs Hocureneu
cOalaHCUPOBAHHBIX ~ TPAHCIOKAIMKA  CYIIECTBYET
TaK)K€ TIOBBIIICHHBIA PUCK POXKICHUS  JIeTeH
C OIpeleNeHHON CTENeHbI0 33JCpPKKH, UYTO W

opranudeckass maromorus IIHC ¢ cuHApOoMOM peann30BajoCh B JAHHOH CEMBE.
= O GO @O
PII PXKKT?
P Wnc BPB, Vnd : UHc,
DIT nad
6 67 5 ) 63 J
ALl iEDTie, BPB M '

1

/

Puc. 1. dparmeHT poA0Cca0BHON ceMbH I1.
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MOXHO TPeanoI0KUTh, YTO JJaHHAS TPAHCIIO-
Kalusl SIBUJIACh NMPUYMHONW aHOMAalbHOTO (EHOTHIIA
W 3aJlep’KKH YMCTBEHHOTO Pa3BUTHA y peOeHka, a
HaIU4Yhe TOAOOHOM aHOMaNWMU y (heHOTHIHYECKH
HOPMAJIBHOW M YMCTBEHHO COXPaHHOM MaTepu IOJA-
TBepkaaer 3ro. CienoBaTeIbHO, HEU3BECTHO, KaKas
U3 XPOMOCOMHBIX IEPECTPOECK HJIM UX COUYETAHHE

Ukl

";h i

SIBWIACh TPpUYMHON aHomayui. [lomoOHbIe ciyuyau
MOTYT TOBOPHTH O BO3MOXXHOCTH MPOSIBICHUS (-
(ekra mosiokeHus: TeHOB. HecoMHEHHO, Takue pe-
KHE Cilydar HeoOXOJUMO TIIATEIIbHO UCCIICIOBATh U
OINKCHIBATH JUIsS JAJIBHEUIIET0 CPaBHEHMs C TO00-
HBIMU AaHOMAJIMSIMU U 33JE€PKKOM YMCTBEHHOIO pa3-
BuTHs [3].

2 2 4 &
- P “
ié i a8 1% L+ 3 F
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9 37 &b 3 L 1 "
19 20 21 22 X Y

Puc. 2. Kapuorun npobanna 46,XY,t(5;6)(q35;p21.3).

BbiBoabl. DTHONIOTHS 3aJICPKKH TICHXOMOTOPHOTO Pa3BUTHSI U YMCTBEHHOH OTCTAIOCTH BO MHOTHX
Cydasx CIIOKHA M HE OMpeAeIIeTCs eANHOW MPUYNHOMN, a COCTOUT M3 MHOXeCTBa (akTopoB. DhHEKTHBHO
MOMOYb TAaKUM CEMbsSM H30€XKaTh POXKJEHHS OOJNBHOTO peOCHKAa MOXKET MPOBEICHUE MPEKOHICTIIMOHHON

HpO(l)I/IJ'IaKTI/IKI/I n HpeHaTaHLHOﬁ JUarHOCTHKHU — IMUTOICHCTUYCCKOC UCCIICIOBAHUC T1J101A.
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CIMEWHWI BUIA TOK 3BAJTAHCOBAHOI TPAHCJIOKAIIL ¥V JINTUHMA 3
3ATPUMKOIO ICUXOMOBHOTI'O PA3BBUTKY

Pe3iome. Yci XpoMOCOMHI 3aXBOPIOBaHHSI CYyTIPOBOKYIOTHCS IEBHUMH HEBPOJIOTTUHIMH TTIOPYILICHHSIMH,
a came: 3aTpUMKa IICMXOMOTOPHOTO, PO3YMOBOT0 Ta (hi3u4HOro po3BuTKy. CBOEUaCHE PO3Ii3HABAHHS TaKUX
CTaHIB Ma€ BHUKIIOUYHO Ba)KJIMBE 3HAUCHHS AJISI MPOBEICHHS TMPEKOHIENIIMHOI MiATOTOBKU Ta IJIaHyBaHHS
HApOJDKEHHS 3[0POBOi IUTHHHU Yy TOAPYXKHIX Map, a TaKoX JIarHOCTUKM MOAIOHMX pPO3NajiB y JiTeH.
[MpeacrarieHo ciMeliHUI BUNIAIOK 30a1aHCOBaHOI XPOMOCOMHOI aHOMaJTii (TpaHCIIoKalis MK XpOMOCOMaMHt
51 6). JlutuHa ycmajkyBaja Taky X camy 30aJlaHCOBaHY XPOMOCOMHY TPaHCJIOKAIlilo, sika € y Marepi
(46,XX,1(5;6)(q35;p21.3). PenponykTuBHI BTpatd B aHamMHe3l ciM’i OOyMOBJICHI HasIBHICTIO CTPYKTYPHOI
XPOMOCOMHOT MATOJIOTii y JKIHKM Ta eJIMIHAI€0 IUIONIB 3 XPOMOCOMHHUM nucOanancoMm. Jlist HOCIiB
30aJIaHCOBaHMUX TPAHCIIOKAI PU3HK HAPOIDKEHHS Tl i3 3aTPUMKOIO PO3BUTKY € MiJBHIIEHUM, 110 OyJI0
peasizoBaHo y aHoi ciM’1.

KurouoBi ciioBa: kapiotur; 30amancoBaHa TPaHCIIOKAIIIS; 3aTPUMKA ICUXOMOTOPHOTO PO3BHTKY.

N.S. Dvornichenko, T M. Tkacheva, N.N. Kvitchataya, 1.B. Ivanova, O.B. Khmil

FAMILY CASE OF BALANCED TRANSLOCATION IN A CHILD
WITH A DELAY OF PSYCHOVERBAL DEVELOPMENT

SUMMARY. Almost all chromosomal diseases are accompanied by certain neurological disorders,
namely: delayed psychomotor, mental and physical development. The timely recognition of such conditions
is extremely important for therapeutic and preventive measures and diagnostics. A familial case of a balanced
chromosomal abnormality (translocation between chromosomes 5 and 6) is described. The child in this family
inherited the same balanced translocation that the mother also has 46,XX,t(5;6)(q35;p21.3). Reproductive
losses in the family history are due to structural chromosomal abnormalities in the spouse and, accordingly,
elimination of fetuses with chromosomal imbalance. For carriers of balanced translocations, there is also an
increased risk of having children with a certain degree of delay, which was realized in this family.

Key words: karyotype; balanced translocation; delayed psychomotor development.
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