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Cnyuati deneyuu 8q22.2q22.3 y nayueHma
co c6banaHcupoeaHHol de novo mpaHcnokayueli t(1;6)
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BbiAacHeHWe 3TonaToreHe3a aHoManbHOro GpeHoT1Na y NayMeHToB co cbanaHCMPOBaHHbIMM TPAaHCIOKaLMAMM ABNAETCA aKTyalb-
HbIM acrnekTOM B COBPEMEHHOW KNMHUYECKoM LuToreHeTuke. QopMrpoBaHe aHOManui Pa3BUTUA MOXET ObITb aCCOLUMNPOBAHO C
HanMumem CKpbITOro reHOMHOro AncbanaHca Kak B ToUKax Pa3pblBOB, Tak U Ha XPOMOCOMaX, He 3aleICTBOBaHHbIX B NEPeCcTpoliKe.
Llenblo JaHHOro nccnefoBaHWsA ABUNACh STUONOMMYECKas ANarHOCTMKa reHoMHOro ancbanaHca y nayneHTa co cbanaHcMpoBaH-
HOi TpaHCNOKaUvei U aHOMaNUAMY pa3BuTUA. A geTekuun reHoMHoro gucbanaHca y nauneHTa co cbanaHcMpoBaHHON TpaHC-
NloKaumen ncnonb3oBasiv XPOMOCOMHBIN MUKPOMaTPUYHbI aHanus (XMA) n FISH-nccnepgosaHme. Y naumeHTa co cbanaHcMpoBaH-
Holi TpaHcnokaumen npy XMA 6bina BbisiBNeHa AeneLus Ha XPOMOCcoMe 8, He 3aieCTBOBaHHON B TpaHCIoKaumn. Takum obpasom,
B CTaTbe NpeACTaBieH HOBbIN cryyali aeneunmn 8922.2q22.3 y nauyeHTa co cbanaHCMpoBaHHON TpaHcioKauuen t(1;6) u aHomanu-
AMU pa3BUTUA BCIEACTBYE AeNelni.
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Identification of the etiopathogenesis of the abnormal phenotype in patients with balanced translocations is current trend in
cytogenetic laboratories. The formation of developmental anomalies can be associated with the presence of a cryptic genomic
imbalance both at breakpoints and on chromosomes not involved in rearrangements.The aim of this study is diagnostics of
genomic imbalance in a patient with balanced translocation and abnormal phenotype. The case was characterized by GTG-banding,
chromosomal microarray analysis and FISH diagnosis. We present a new case of deletion 8922.2-q22.3 in child with balanced
translocation t(1;6) and developmental delay/congenital defects due to deletion.
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0 BHEAPEHUS B PYTUHHYIO IIMTOTCHETUYECKYIO U cOATaHCUPOBAHHBIMU XPOMOCOMHBIMU MEPECTPOMKAMMU.
MPaKTUKY METOIa XPOMOCOMHOTO MUKpoMaTpud- Jloiroe Bpemst CeMbH, B KOTOPBIX BBISIBJISIA COQJIAaHCUPO-
Horo aHanu3a (XMA) HEBO3MOXKHO ObIJIO MAEHTH-  BaHHBIE TPAHCIOKALIMU de novo y JeTeil ¢ aHoOMalusIMU (pe-
(br1IMpoOBaTh TCHOMHBIN THCOATIaHC B BUIE MUKPOIEICIMI/  HOTHUITA M HAPYIIEHHEM IICUXOMOTOPHOT0, pe4eBOro 1 (pu-
MUKPOIYIUIMKALMHI y TALIMEHTOB C AHOMAJIMSIMU PA3BUTUSI  3MYECKOTO PA3BUTHSI, BBIHYKIEHbI ObUIM HAXOIUTHCS B CO-
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cTossHUU HeomnpeneaeHHocTU. C OOHOW CTOPOHHI,
LIMTOTeHETUYECKUI UarHo3 yCTaHOBJIEH — cOalaHCUPO-
BaHHasl TPAHCJIOKAIMsI, C IPYTOM CTOPOHBI, 3TOT AUATHO3
He oTpakaeT NUCTUHHYIO IPUINHY (POPMUPOBAHUS aHO-
manuii y pedberka. Ilosienue XMA peliunio aTy npo-
0JieMy, TIO3BOJIMB UCIIOJIb30BaTh KOMIUIEKCHBIN TTOIXO
JUISI IMaTHOCTUKU CKPBITOTO TEHOMHOTO AauchajiaHca y
MalMeHTOB CO cOaaHCUPOBAHHBIMU TPAHCIOKAIIMSIMH.
M3MeHeHMe Yncia KO 10303aBUCHMEBIX TeHOB BCJIEI-
CTBME JCJICIIUN WY TyTUIMKAIMY Pa3JIMIHBIX TeHOMHBIX
obJacTeil IBIISIETCS BaXKHBIM 3THMONATOTEHETHIECKUM
(bakTOpOM IS MHOTMX TeHETUYECKUX 3a00IeBaHUI, CO-
MPOBOKIAIOIINXCI HapyIIeHNEM WHTEJUICKTYaJIbHOTO
Pa3BUTHSI, MHOXKECTBEHHBIMU BPOXKICHHBIMH ITOPOKAMH,
paccTpOCTBAMM ayTUCTUUECKOTO CITEKTpa U (DEHOTUITH -
YeCKUMU aHOMAaJTUSIMU.

Hcnonb3yss KOMITIEKCHBIN TTOIXOM, MBI OTIPEICITAIA
MPUINHY (GOPMUPOBAHUS aHOMAJIEHOTO (DEHOTHUIIA Y TTaI -
€HTa co cbajlaHCUPOBaHHOI TpaHcokanueit t(1;6). K-
HUJecKast KapTHHa 3a00JIeBaHMs Y ITPOOaHIa aCCOLIMUPO-
BaHa ¢ MHTePCTULIMAILHON Ienelueii paitoHa 8q22.2q22.3
JUTMHHOTO T1JIeYa XpOMOCOMBI 8, SIBJISIIOIIeiCs KpaitHe pe-
KO XpOMOCOMHOW aHOMAJIMENA.

MeTogabl uccnegoBaHua

AHanu3 KapuoTuIlla nalueHTa U ero poauTeseit
OBIJT BBITIOJTHEH Ha XPOMOCOMHEIX IIperaparax, Mo-
JIY4EHHBIX 110 CTAaHZAPTHOMY IIPOTOKOJIY M3 KYJIbTY-
pBHl TMMOOLIUTOB MeprudepUIeCKO KPOBU C MPHUMeE-
HeHueM auddepeHunaibHoro GTG-okpamuBaHus
MmeTada3HbiXx XxpoMocoM. Kapuotumn nmpobaHga yka-
3aH B COOTBETCTBUM C MEXIYHAPOIHOMW LIUTOTEHETU-
yeckoil HomeHkaarypoit ISCN, 2020. XMA ObL BbI-
noJiHeH Ha niatgopme «Affymetrix» ¢ Mcnoab3oBa-
HHEM OJHWTOHYKJICOTUIHBIX MUKPOMATPHUIL BEICOKOM
mwiotTHocTu Cytoscan 750 K (Affymetrix®, CIIIA), co-
nepxkammx 750436 mapkepos (550000 HermomMOpHBIX
MapkepoB 1 200436 SNP mapkepoB) (Applied Biosystems).
Bce craguum 1abopaToOpHOro 3Tarna aHajar3a BHITOTHSIIN
B COOTBETCTBUM C TIPOTOKOJIOM MpousBoauTenst — Applied
Biosystems. AHau3 MOJyYEHHbIX TaHHBIX OCYILIECTBISI-
JI1 ¢ TIoMollbio TporpaMmbl Chromosome Analysis Suite
(ChAS)(Bepcus 2.0). OLieHKa IMaTOreHHOCTU OOHAPYKEH -
HOro nucbanaHca MPOBOAMJIACH C MCIIOJIb30BaHUEM 0a3
naHnHbix OMIM, DECIPHER u DGV. PesynbTarhl Mo-
JIEKYJIIPHO-TEHETUYECKOTO MCCIIeI0OBAHNS MaTepUaloB
W3 VICTIOJTb3YEMBIX JINTEPATYPHBIX NCTOYHUKOB YKa3aHbI
B cOOTBeTCTBUM ¢ Bepcueit 2009 r. reHoOMHOU 6a3bl naH-
Hbeix UCSC.

Pomutenu manueHTa rmoamnucaim 100poBOJbHOE WH-
(opmupoBaHHOE corjlacKe Ha IyOJUKAIIUIO MEIUITH-

ckoil uHdopmalmu u portorpacduii B xypHaie «Menu-
LIMHCKAasl TEHETUKAa».

Pesynbratbl

ITpobana — ManbuuK, 06CIeI0BaH MO MOBOAY MHO-
>KECTBEHHBIX BPOKIEHHBIX ITOPOKOB pa3BuTus. M3 aHaM-
He3a M3BECTHO, YTO PeOEHOK OT MepBOii OEPEeMEHHOCTH,
MpoTeKaBlieil 6e3 maronoruu. Pombl cpouyHbIe CaMOCTO-
areabHble. OTMeYeHa BHYTPUYTPOOHAsT TMTIOKCHS TIIoA.
Bec u poct nipu poxxnenuu 2888 1 (3-4 nmentmip)/50 cm
(5 UEeHTUJIb), COOTBETCTBEHHO, OKPY>KHOCTh FOJIOBBI —
33,5 cM (2 uenTuin). OneHka mo mKaie Anrap 7/7 6ai-
J10B. [Tpu pokIeHUY BBISIBJICHBI TTIOPOKM Pa3BUTHSI: TUITIO-
cranusi, mujaopocTteHo3. K Bpauy reHeTHKy o0paTUiInch
B Bo3pacTe 10 MecsieB ¢ xanobaMu Ha HapylIeHHUe MO-
TOPHOTO pa3BUTHS (TJIOXO JEPKUT TOJIOBY, HE CUIUT, ca-
MOCTOSITEJIbHO He OepeT UTPYILKHN), aHOMaJIuU (heHOTHTIA:
JIMCTUIACTUYHBIE YIITHBIE PAKOBUHBI, MOIIIOHOYHAST TUIIO-
CIajus, MUWIOPOCTEHO3 MpoonepupoBaH. C poxaeHUs OT-
MeyaeTcsl ABYCTOPOHHUI NTo3, Oiedapodrmos, B CBI3U
C YeM HarpaBJieH Ha KOHCY/bTaluio odTaibMosnora. Omnpe-
JleJieHbl HUCTarM, 61edapodrmos, CKIEpoOKOpHea, aHTUO-
MaTHsI CETYATKU 110 TUCTOHUIECKOMY THITY, TITO3 BepXHe-
ro Beka 3 crereHu. [lalimeHTy Ha3HAYEHO MCCIeI0BaH1e
kapuoTumna. [1pu cTaHAapTHOM LIUTOI€HETUYECKOM HC-
cle0oBaHMM OOHapyXeHa cOaJaHCUpOBaHHas TPAHCIIO-
Karust Mexay xpomocomamu 1 u 6: 46,XY,t(1;6)(p31;p23).
Kapuotunsl ponureneit HopmaibHble. [l moucka mpu-
YUH (HOPMUPOBAHUS 3aIEPXKKU Pa3BUTHSI 1 aHOMaJIbHO-
ro ¢heHOTHIIA y TAllMEeHTa CO COAJIaHCMPOBAHHOM TpaHC-
Jlokauueit pekoMmeHgoBaH XMA.

[ToBTOpHBII MTpHEM Y Bpaya FreHETUKA B BO3pacTe 6 JieT.
OtMeuaeTcst MUKpolLiedanus, 3aaepxKKa ICMXOMOTOPHOTO
DPa3BUTUS (IEPKUT royIoBy ¢ 9 Mecsues, cunurt ¢ 1 1. 9 mec.,
CTOUT U TIepeMeILiaeTCs y OMopHI ¢ 4,5 J1eT) U peyeBoro pas-
BUTHUS (TPOU3HOCUT 3BYKH, CJI0TH, peun HeT). Ha MPT
TOJIOBHOTO MO3ra onpenesieHbl nuddy3Has cpeiHe Bbipa-
>KeHHasi KOPKOBO-TIOJKOPKOBast aTpodus OOJIBIITUX ITOTY-
IIapuii roJJOBHOTO MO3Tra, BTOPMYHOE paciiupeHne 60Ko-
BBIX XeJTYJI0YKOB, TIPEeMMYIIIECTBEHHO cIipaBa. B Bo3pac-
Te 8 MecsIIIeB MOSBUIUCH MPU3HAKU SMUIETTU(POPMHOM
akTuBHOCTHU (3aMupanusi). [Tpu nmposeaeHuu DI obHa-
pyXeHo (popMUpOBaHME Ovara AMUIeNTU(HOPMHOI aKTHB-
HOCTH B JIOOHO-BUCOYHBIX OT/IEJIaX IIPaBOTO U JIEBOTO I0-
JIyIIapuii ¢ TOMUHUpoBaHWeM cripaBa. DeHOTUIT mam-
€HTa Ha MOMEHT OCMOTpa B Bo3pacTe 6 JieT: pocT — 98 cM
(>3 uenTuneii), Bec — 16 kr (15 LieHTHIICI), OKPY>KHOCTD I'O-
JIoBbI — 48 cM (>3 ueHtuneit). OTMevaeTcss HU3KUi pocT,
MUKpoliedanus, y3Kuii 100, CriIaKeHHOCTbh HATIOPOBHbBIX
JIYT, IBYCTOPOHHUI NITO3, IUITMHHBIE PEIKHE PECHUIIBI, HU3-
KO ITOCaKEHHbBIE TUCTUIACTUYHBIE YIITHbIe PAKOBUHBI, THTIEP-
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TJ1a3us IeCeH, 00eIHEeHHasT IepMaTorudrKa, TUTIOCTIaIuSI.
Io psiny npuurH poTorpaduu nairieHTa Ha MOMEHT OCMO-
Tpa OTCYTCTBYIOT, B CBSI3U C YeM POIUTEIISIMUA ObUTH MPEO-
cTaBJjieHbI (hOTO MalueHTa B Bo3pacte 8 jieT (puc. 1).

151 uneHTUbUKaIMKY TeHOMHOTO AricOanaHca UCTIONb-
30BaJIM XMA, KOTOPBII BBISIBUJI IEJICLIAIO y9acTKa IJIMH-
HOTO IJieya XpoMOCOoMbI 8 ¢ mosuuu 99706332 1o nos3u-
mmu 106043733 (GRCh37/hgl9), 3axBaThIBaoIIyIO paii-
oH 8q22.2q22.3, pasmepom 6,3 MiIH 11.H. (puc. 2). Kaprotun
nmpoOaHaa B pe3ybTaTe KOMILUIEKCHOTO 00CIeT0BaHUS
(ISCN,2020):46,XY,t(1;6)(p31;p23)dn.arrf GRCh37] 8q2
2.2q22.3(99706332_106043733)x1.

O6cyxaeHue pe3ynbTaToB

IIpencrasneH ciyuyaii neneuuu 8q22.2q22.3 y nauu-
eHTa co cOajJaHCUPOBaHHOM TpaHcaokauuei t(1;6). U3-

HayaJbHO TPU CTAHIAPTHOM LIMTOTCHETUYECKOM MCCIIe-
JIOBAaHWU Y TTAIIMEHTAa C aHOMAaJIUSIMU Pa3BUTHUs ObLJIa BbI-
sIBJIeHa cOaJlaHCMpOBaHHasl TpaHCIoKalusl de novo, 4To
HE 00BSICHSIIO HATMYKME KIMHUYECKUX ITPOSIBICHUI XPO-
MOCOMHOTO 3a6oJieBaHus. OMHUM U3 PACIIPOCTPAHEHHBIX
00DbsICHeHU I (heHOTUMMUYECKUX UBMEHEHUI TTpU cOaaH-
CMPOBAaHHOM COCTOSIHUM KapUOTHIIA SIBJISICTCSI «CKPbI-
ThIii» TEHOMHBIN T1cOaTaHC U 0oJiee CIOXHbIE KOMIUIEKC-
HbIE TIEPECTPONKN XpPOMOCOM. MHOTOUYMCIIEHHBIE KCClle-
noBaHus ¢ ucrnosibzoBanneM XMA u FISH no3sonaunu
YCTAaHOBUTH, UTO OoJiee ueM B 40% ciydaeB HOCUTEITLCTBA
cbajaHCUPOBAHHBIX MEPECTPOCK MPUUMHON aHOMAaTUA
Pa3BUTHS SBJISUIOCH HAJTMIME MUKPOJIEICIIN/ MUKPOIY-
TJIMKAIIAi, aCCOLIMMPOBAHHBIX C TOYKAMU Pa3phIBOB IIPU
repecTpoiikax, a B 20% ciayvyaeB HaGIIOIATUCh MUKPO-
JIeJIeIIY/ MUKPOAYTUIMKAIIMY Ha XpOMOCOMax, He 3a/ieii-
CTBOBaHHBIX B abeppauusx [1—4]. B HamewMm ciiyyae y na-

Puc. 1. ®oTo nauveHTa B Bospacte 8 fieT. 1A — oTMevaoTcA AM3MopdUYHbIe YepTbl: MKpoLedaniis, y3kuii 106, ABYCTOPOHHWI MTO3, KOPOTKMIA GUILTP,
KPYMHble BbICTyMatoLme pesupl, 41acTema, MPUOTKPbITHIA POT, H3KO MOCaXKeHHbIe ANCMIACTAYHbBIE YiLHbIE PaKOBUHbI. 1B — oTMeuyaeTca ob6eaHeHHas
nepmatornudrika nagoHer, nonepeyHas nagoHHas CKnagka, 6onee BbipakeHHas Ccrnpasa.

9950 700 Capy Mumber Stk (opmants) H
939 e Legd Rato '
sas creve Anwe Oerence N a

A et it e W A s ¢ VA A ST TR A AT R A e AL B WA P S PN W MBI e
- —r B - ——. b - S T —— s T e ArS A A b S — o - 04 o 5
T p— W s e b . P A A i el ST W Pt A O s s T NI s -

Puc. 2. Tpadunueckoe n3obpaxeHune pparmeHta XMA xpomocombl 8.
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LIMEeHTa co cOaaHCUPOBAHHOM TpaHcaoKaluein mpu XMA
ObLiIa BBISIBJIEHA ACJICLIMSI Ha XpOMOCOMeE 8, He 3aIeiiCTBO-
BaHHOI B TPAHCJIOKAIIMU, YTO MOXKET CBUIETEIbCTBOBATh
0 JIBYX HE3aBUCHUMBIX XDPOMOCOMHBIX aHOMAJIUSIX U OTpa-
XaTh KOMIUIEKCHYIO HECTaOMIbHOCTL TeHoMa. KimmHude-
cKas KapTuHa 3abo0jeBaHUs Y MalleHTa acCOlMUpPOBaHa
C MHTEPCTULIMATIbHOM Aenelueit paioHa q22.2q22.3 JiH-
HOTO IJIeYya XPOMOCOMBI 8.

WHTepcTuiinanbHbie aenenuu paitoHa 8q22.2q22.3 sB-
JITIOTCS KpaiiHe penkumMu. K HacTosieMy BpeMeHU nMe-
eTcsl onucaHue § malreHToB ¢ aeneuueit 8q22.2q22.3 [5-
8]. V¥ Bcex maimeHToB ¢ aeneuueit 8q22.2q22.3 oTmeyva-
[OTCSI XapaKTepHble (PeHOTUITMYEeCKHE TIPU3HAKY B BUIE
3a[IeP>KKU IICUXOPEUEBOT0 Pa3BUTHS OT CPETHEN O TSIKe-
JIOW CTeNEeHM, CyI0por, MOCTHATATbLHON 3aJePXKKU pocTa
M TUITMYHBIX JIMLEBBIX TU3MOPhUii: MUKpoliedaInu, aHO-
MaJIii CTpOeHUS T1a3, pTa, YIIHBIX pakoBUH. [1pu moncke
TEMaTUIeCKUX UCTOYHUKOB KPOME TTOJTHOLIEHHBIX CTaTeit
oOHapy:KeHbI TaKXKe Te3UCHbIE COOOIIEHMST B COOpHUKAX,
110 MaTepurajaM MeXIyHapoIHbIX KOH(MEPEHIIN, ¢ OTH-
CaHMeM ISITU clTydaeB aesielnii atoro paiioHa [9-13]. Eme
OJIHa CTaThs BKJIOYAa MHGOPMALKIO 00 eTMHUYHOM Jie-
Jeriu 8q22, BBISIBIIEHHOM B TPYIITIE MALIMEHTOB C SIUJICTI-
cueii [14]. KpoMe Toro, ornyoiukoBaHa paboTa 1o mpe-
HaTaJbHOW AMArHOCTUKE ciydas aeieuuu 8q22.2q22.3,
aCcCOLIMMPOBAHHOM C pacileJMHAaMU T'yObl M Heba U BHY-
TPUYTPOOHOI 3aIePKKOI pa3BUTHSI TIJI0MA, OTIPEISIEHHbBI-
MM TIpU YJIbTpa3BykKoBoii nuarHoctuke [15]. Ilpu ananu-
3¢ MH(MOPMAIIMOHHBIX MAaTePUAJIOB, COIEpKaIIMXCs B Oa-
3e kimHn4Yecknx nanaeix DECIPHER (https://decipher.

Scale

sanger.ac.uk/), OBUIO OOHAPYXKEHO eIle § ciyJaeB ¢ aHa-
JiorudHoi neneuueri. CpaBHUTEIbHBINA aHAIN3 TEHOM-
HBIX KOOPIWHAT IeJICINiA 1 TEHHOTO COCTaBa IPECTaB-
JIeH Ha puc. 3.

OnHako, Mpy MOAPOOHOM aHaIM3e TPEKOB, OTpaXKalo-
X KOOPIWHATHI JeIeIIi, MBI TIPEIIOJIOKUIIN, YTO TTa-
uueHTsl 1 u 5 u3 cratbu Kuechler ¢ coaBT. aHHOTUPYIOT-
ca B 6a3e nanHbix DECIPHER noa uaeHTHUKaMoH-
HBIMU HOMepamu #262770 u #248470, cOOTBETCTBEHHO.
Kpome Toro, KIMHUYECKOTO ONMcaHus ciaydaeB #262770,
#248470, #274729 8 DECIPHER He npencraBieHo. Yuu-
TBIBast TOT (PAKT, YTO HE BO BCEX TE3MCHBIX COOOIICHMSIX
OB YKa3aHbI TeHOMHbBIC KOOPIWHATHI IEJICIINI 1 OTIpe-
IIeJICHBI TeHBI, BXOAIIINE B 00JIACTh IEJICIINU, MBI CYMMU-
pOBaJii KJIMHWYECKNE JaHHBIC JIMIIb IO CIyJasM, Ipe-
CTaBJICHHBIM B CTAThSIX M aHHOTAIIUSIM U3 0a3bl JaHHBIX
DECIPHER, 3a uckioueHueM 3 paHee 0603HaYeHHBIX
ciaydaeB (#262770, #248470, #274729) (Tadauna).

V Bcex MpeAcTaBIeHHBIX T aHAJIM3a MTAllMeHTOB Ha-
OJrromanach TUITMYHAST KIIMHUYECKast KapTHHA, XapaKTepy-
gytomas aejnenuto 8q22.2q22.3. Tak ke, Kak U y HallleTo
MaleHTa, OBIIN BBISIBIICHBI CIICIyIONINe TTPU3HAKU: YM-
CTBEHHasl OTCTAIOCTh (85,7%), MrlieBbIe aHOMAJTUH, BKITIO-
qalone MUKpoliedainio, aHOMaJIuu 1J1a3, OpoBeid, yieit
obOHapyxeHbI B 78,6% ciydyaeB. Y OOJIbIIMHCTBA MallUeH-
TOB HabJIoHaIuch cygoporu (64,3%) v 3amepxKa peyeBo-
ro passutus (64,3%). B ojoBrHe Bcex CIydaeB Y MaldeH-
TOB OTMEUEHEI 3aIeprKKa MOTOPHOTO Pa3BUTHS, BPOKICH-
HbIe aHOMAJIM KOHEYHOCTEM, a TAK3KE TTOPOKH PA3BUTHST
CepIEeYHO-COCYIUCTON M MOYETIOIOBOI CUCTEM.
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HOe C NCNOoJIb30BaHMeM reHoMHo 6a3bl AaHHbIXx UCSC hg19.
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Bce ciyyau, npenctapieHHbIe B MyOIMKaLMSIX, ObLIU
JMMarHOCTUPOBAHBI C UCTIONb30BaHEM XMA ¢ MUKpoMa-
TpULIAMU Pa3INYHON TJIOTHOCTU MapKepoB. [Ipumeya-
TEJbHO, YTO pa3Mep AeJelny Bapbruposai ot 1,36 1o 6,44
MJIH I1.H. C OOIIMM MTEPEKPHIBAIOIIMMCS] PETMOHOM pa3Me-
poM 1,92 MytH 11.H. VIcKJTIoOUeHrEeM CTalu ciiydail ¢ MUHU-
MaJIbHOM Jeneneit pasmepoM 1,36 MITH I1.H. [6] 1 ciryyan
#274729 u 288167, 3aperucTpupoBaHHbIC B 6a3e JaHHBIX
DECIPHER, nuiib yacTUYHO MepeKphIBalOLIMeECs B pe-
ruoHe 8q22.3. MMHUMaIbHOE KOJIUUYECTBO TeHOB, BXOMISI-
1IUX B cocTaB aenenun 8q22.2q22.3 Bcex paHee OMucaH-
HBIX U MPEICTaBICHHOTO B HACTOsIIIeH paboTe ciydaes,
cocTaBisieT 25 enuHUI, 6 U3 KOTOPhIX sIBsTIoTCST RefSeq
aHHoTUpoBaHHbIMU TeHamu: NCALD (OMIM 606722),
VPS13B (OMIM 607817), SPAGI (OMIM 603395),
GRHL2 (OMIM 608576), RRM2B (OMIM 608413), UBRS
(OMIM 608413). B HameMm ciydae AeJleTUPOBAHHBIMN
paiioH conmepxan 83 reHa, 29 U3 KOTOPbIX 3apErucTpu-
poBaHbl B OMIM, 11 cpeau HUX SBASIIUCH MOPOUTHBI-
mu: CTHRCI (610635), DPYS (613326), FZD6 (603409),
GRHL2 (OMIM 608576), RRM2B (OMIM 608413),
NCALD (OMIM 606722), VPS13B (OMIM 607817), SPAG1
(OMIM 603395), SLC25432 (610815), ZFPM?2 (603693),
RIMS?2 (606630). MHOTHE U3 3TUX T€HOB MOTJIM OKa3aTh
BIMSIHUE Ha (pOpMUpPOBaHUE aHOMAJIbHOTO (heHOTHUIA
W HapylIeHNe MCUXOPeUYeBOTo pa3BUTUS y TpobaHa.

B oGnacte neneriviv y mpeacTaBIeHHOTO MalkeHTa Io-
manaet red VPSI3B (OMIM 607817), KOTOpbIi SBIISIETCS
KJTIOYEBBIM B PETyJISILUN BE3UKY/ISIPHOTO TPAHCIIOPTa U [JTU-
KO3WIMpoBaHUY. MyTalluy B TeHE IIPUBOJIAT K PEIKOMY ay-
TOCOMHO-PELIECCUBHOMY 3a00JieBaHUI0 — cUHIpoMy KosHa,
XapakTepU3yIolIeMycsl TOPaXKeHUEM HEPBHOM M KPOBETBOP-
HOIi CHCTEM, OpPraHOB 3pEHMUSI, OXKUPEHUEM U AechopMalieit
Kocreii [16]. HecMOTpst Ha KIIMHUYECKYIO T€TEPOreHHOCTh
MPOSIBJICHUI TIPU 3TOM CUHIPOME, y HaIlero maiyeHTa
HE OTMEYEHO XapaKTePHBIX (PeHOTUTTMYECKUX TTPU3HAKOB:
OXXUPEHUsI, XOPUOPETUHATILHOMN AUCTpOodUU, OIU30pYyKO-
cTd, HelTponeHUuU. OTMEUYEHO, YTO HEBPOJIOTMYECKUE Ha-
PYLIEHMS B BUJE CYIOPOT 1 3a1€PXKKU ITCUXOPEUEBOro pas3-
BUTHSI MOTYT BO3HUKATh Y TIAIIMEHTOB C JeJielusMu 8q22.
Haunmenbliiast 06acTh MEPeKpbITUS BKIIIOYAET JBa TeHa-
KaHIMAaTa, aCCOUMMPOBAHHBIX C ITOSIBJICHUEM STTWIIETICUN:
NCALD (OMIM 606722) u RRM2B (OMIM 604712), xoto-
pbI€ CBSI3aHbI C PA3BUTUEM CTPYKTYP KOPbI TOJJIOBHOTO MO3Tra
[17]. Kpome Toro, myTtaiiuu B reHe RRM2B accoliunpoBa-
HbI C ayTOCOMHO-TOMWHAHTHOW MPOTPEeCCUpyIoLIei HapyxX-
Hoit obranbmoruieruei [18]. Enie omHMM reHoM-KaHAuIa-
ToM siBisieTcst TeH UBRS (OMIM 608413), BcnencTBue ra-
TJIOHEAOCTaTOYHOCTH KOTOPOTO, BOZMOXHO (DOPMUPOBAHUE
aHoMaJIbHOro (peHOoTUIIa, BKJIouas oiedapodrmos, NTo3
U HapyleHue peyeBoro pa3Butus [11]. Ctout Takxke oTMe-
TUTb, YTO B 00J1aCTh Aejeunu o naHHbiM 6a3 DECIPHER

n Ensembl BKITFOUe€HBI HEKOAMPYIOIINE TPAHCKPHIITHI TeHA
ZFPM?2 (603693), onHaKO B HEKOTOPBIX paboTax OBIJIO TT0-
KazaHo, yto Hekonupyomias JIHK yyactByer B anureHeTn-
YEeCKUX TPOIIECCaX U B KOMITIEKCE CIIOKHBIX B3aMMOCBSI3aH-
HBIX TeHETUYECKUX B3aumoaencTBuii [ 19]. Hanuuue rumo-
CITagUX 1 TTAJIOPOCTEH03a MOXKHO OOBSICHUTH YaCTUIHBIM
BOBJICUEHMEM B esiento reHa ZFPM?2 (603693), kapTupo-
BaHHOTO B paiioHe 8q22.39q23.1, MyTalu B KOTOPOM OObIY-
HO aCCOLIMMPOBAHBI ¢ rachparMaaibHON TPhIKEH.

HecmoTtpst Ha TUTTMYHBIEC M3MEHEHMS B (PeHOTHIIE, ac-
colLlMMpoBaHHbIe ¢ nenenuein 8q22.2q22.3, 3aboneBaHue
elle He 3apeructpupoBaHo B Katajore OMIM kak cuH-
npoMaiibHast ¢popMa. HecoMHeHHO, aKKyMYJIsILIMS TO100-
HBIX CJTyJaeB B CKOPOM BPEMEHM IPUBEIET K ITOSIBJICHUIO
HOBOTI'0O MUKpoAeieMoHHOro cuHapoMa del 8q22.2q22.3.
Bo3MoXXHO 1151 3TOT0 HEOOXOAUMO KOHKPETHO 0003Ha-
YUTB TeHBI, OTBETCTBEHHBIC 32 MPOSBIICHNE TOTO W NHO-
TO IIpU3HaKa ¥ IIPOBECTH aHAJIN3 TeHO-(PEeHOTUITIIECKOM
KOppeJsiuuu Ha 6oJjiee OOIIMpPHOI BHIOOPKE MallMeHTOB.

BaarogapHocTh. ABTOPHI BhIpaXKatoT MIyOOKYIO 6J1aro-
napHocth noktopy M.B. JIypse, Maryland, USA, 3a Heo-
LIEHUMYIO ITOMOIIB B ITOATOTOBKE CTATHU.
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