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lpescTaBieHo NoAPO6HOE KIMHUYECKOE M MOJIEKY/IAPHO-LUMTOrEHETUYECKOE ONMUCaHMe YHUKaIbHOro cy4as peAKon XpoMo-
COMHOM aHoMannn — fgynnmkaumsa 14q11.2-q21.1 B coyetaHum ¢ geneumnen 21q11.2-q21.3. [JaHHOe OTKII0HEHHE 06pa30-
Basioch B pe3ynbTate cerperaumnm (2:2) cbanaHcMpoBaHHON XPOMOCOMHOM TpaHC/oKaLUmmu y otua-Hocutens. KnuHuyeckas
KapTuHa y 60/1bHOro pebeHKa xapaKTepu3yeTcs 3alepKKon pU3nN4eCcKoro, nCUXOMOTOPHOIO U PEYEBOro Pa3BUTHS, dMUEr-
cHel, CKeNETHbIMU @HOMaJIMSIMU, PacLLEeTMHON Heba M MHOXXECTBEHHLIMU MUKPOaHOMaausIMu pa3BUTUS. 115 ycTaHOBAEHUS
TOYHOrO LIMTOrEHETUYECKOI0 AnarHo3a UCcro/ib30BaH XPOMOCOMHbLIN MUKPOMAaTPUYHBIN aHa/In3.
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MaTpUYHbIA aHan3.
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A Clinical and Molecular Description of a Rare Case
of Chromosomal Abnormality (Partial Trisomy 14q11.2-g21.1
and Partial Monosomy 21q11.2-q21.3)

The article presents a detailed clinical and molecular and cytogenetic analysis of the unique case of a rare chromosomal abnormality
(duplication of 14q11.2-g21.1 and deletion of 21q11.2-q21.3). This chromosomal abnormality is a result of segregation (2:2) of a
balanced chromosomal translocation in the father being the carrier. Clinical manifestations in the sick child include delay in physical,
psychomotor and speech development, epilepsy, skeletal abnormalities, cleft palate, and multiple development microanomalies.
The chromosomal microarray analysis was applied for a precise cytogenetic diagnosis.
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KnuHun4yecKoe Ha6GnogeHue

BBEJAEHMUE

XpOMOCOMHbIE MyTauuu (abeppauunmn) xapakTepusyoT-
C aHOManuAMMU CTPYKTYPbl UM YUCNEHHOCTU XPOMOCOM
[1]. K CTPYKTYpHbIM XPOMOCOMHbLIM @HOMaJIUSIM OTHOCHATCSA
Leneuunun, MHCcepuuun, AynjivKauum, MHBEPCUU WU TPaHCho-
Kauuu, T.e. NPOLECChI, NMPU KOTOPbLIX MPOUCXOAUT yTpaTa
CEerMeHTOB XPOMOCOM, BCTaBKa, Ay6/nvpoBaHWe, pas3Bo-
poT Ha 180° unuM cnuMaHUE C APYrMMU XPOMOCOMaMM.
YucneHHble abeppalnn 3aTparuBatoT Lesible XPOMOCOMbI.
CneKTtp 60/1e3HeNn, 06YCNOBNEHHbIX CTPYKTYPHLIMU U YKC-
JIEHHBIMW aHOMalIUsiIMKU XPOMOCOM, HacCHUTbIBaAeT OKOJ0
1000 dopm [1].

BONbLWMHCTBO XPOMOCOMHbLIX aHOManu — 3TO OCHOBa
TAXKeNbiXx GOPM NaToNornn, NPOSABASIOWMUXCSH BPOXKAEHHBIMU
NopoKamMu pas3BUTUA, 3aePKKOM GUINYECKOrO U YMCTBEH-
HOro pasBuTUA, TPYAHOCTAMU B 06ydYeHUU. OJHaKO KIWMHU-
YeCKUe NposiBieHUS B 3HAYUTENIbHOM CTEMNEHW 3aBUCAT OT
cneumMdnKn 1 pa3mepa y4acTBYIOLWErO B NEPECTPONKE XPo-
MOCOMHOIO cermeHTta. KapuotunupoBaHue € NpUMEHeHU-
eM MeTofoB AnddepeHLManbHOro OKpawmnBaHUa XpOMOCOM
NO3BONSET BbIIBUTb XPOMOCOMHbIV AncbanaHc pasaMepom ot
3-5 mera6as (M6) 1 6onee, HO ANs O6HaPYKEHUST CYyOMUKPO-
CKOMWYECKMX HapyLleHWUM UCMONb3YIOT COBPEMEHHbIE BbICO-
Kopaspellalowmne MONEKYNAPHO-LUTOrEHETUYECKME METOLbI
uccnefoBaHus, Takue Kak dnyopecleHTHas rubpuansanms
in situ (Fluorescence in situ Hybridization, FISH), cpaBHu-
TenbHas reHomHasa rmépuansaumnsa Ha AHK-6ruounnax (array
Comparative Genomic Hybridization, array-CGH) n/unu xpo-
MOCOMHbIV MUKPOMATPUYHbIM aHanus [2, 3].

XPOMOCOMHbIN MUKPOMaTPUYHbIM aHann3 — JOCTaTO4HO
HaJeXHbl METO AMarHOCTUKM 3a601EBaHUM Y NaLUEHTOB C
MHOYECTBEHHbLIMW NMOPOKaMMU pa3BUTUSA, YMCTBEHHOW OTCTa-
JIOCTbIO U APYrUMU AUCMOPOUYECKMMU O0COBEHHOCTAMM [3].
JTOT METOA NO3BONAET UAEHTUDULMPOBATL PEAKME MUKPO-
[leNIeLLIMOHHbIE U MUKPOAYNIMKaUMOHHbIE aHoManuu. Cnyyau
OAHOBPEMEHHOIO HaM41s B KapuoTumne ABYX XPOMOCOMHbIX
NnepecTpoeK eAnHUYHbI U UMEIOT, KaK MpaBuiio, YHUKalbHble
KIIMHWYEeCKKe npossieHus [4, 5].

MpennaraeM BHUMaHWIO KIMHWUKO-TEHETUYECKOE OMMU-
caHue ciyyas 4aCTU4HOW Tpucomuu 14q B COYETaHUU C
4YacTMYHOM MOHOocoMMen 21q. CBeeHMI 0 PEHOTUMUYECKOM
NPOSIBIEHUN TAKOro coyeTaHusa abeppauui B Kapuotune B
niMTepaTtype He 06HapyeHO.

KJUHUYECKUNA NPUMEP

AHamHe3. MNauuneHTKa K., pebeHoK oT nepBon 6epeMeH-
HOCTW, MpoTeKaBlen Ha ¢doHe TOKCUKOo3a B | TpumecTpe,
OCTPOM pecnupaTtopHon BMpycHow uHdekumn B Il Tpume-
cTpe, dpeTonnaueHTapHOW HeaoCTaTOYHOCTM, ManoBOAUS, C
3a[EePKKON BHYTPUYTPOOHOIrO pa3BuTUS Nnoaa 3- CTEMEHM,
OT MEpPBbIX NPEXAEBPEMEHHbIX ONepaTUBHbIX POAOB Ha CPO-
Ke rectauum 35 Hea. [eBoyka poaunacb ¢ maccon 970 r,
pocToM 35 CM, OKPY*KHOCTbIO FrO/IOBbl 26 CM, OKPYHOCTbIO
rpyaun 24 cm. OueHka no wrkane APGAR 7/8 6annos. Pe6eHoK
nepeBefeH B OTAeNIEHME peaHMMauun 1 MIHTEHCUBHOW Tepa-
nuu ¢ 20- MUH XU3HU C NOCTOSHHOW AOoTaLUMen Kucnopoaa.
CocTosiHMe pebeHKa C POXAEHMS pacLEHEeHOo KaK Taxesnoe
3a CYeT AblxaTeNbHOM HEAOCTAaTOYHOCTU Ha (GOHEe BPOXK-
[EeHHOM MHEBMOHMU. B anHamuKe oTMevanocb yxyaweHwe
COCTOSIHMS B CBSI3W C BO3HWKHOBEHWUEM BHYTPUMKENYAOY-
KOBOro KpPoBOM3NUAHUA 3-i cTeneHn Ha 10-e CyT XU3HU n
KIMHUYECKOW KapTUHbI HapacTaloLllero yrHeTeHums LeHTpasb-
HOM HEPBHOM CUCTEMbI. B CBA3KM C NPOAOIKUTENbHBIM anHO3
[eBOYKa Oblna NnepeBefeHa Ha UCKYCCTBEHHYIO BEHTUAALMIO
nerkmx B Bo3pacte 15 cyT xun3uu. OQHOBPEMEHHO el Oblia
npoBeAeHa BHYTPMKENYAOYKOBAA NMyHKUMUSA C BbiBEAEHUEM
HapPYyHOr0 BEHTPUKYNAPHOIO ApEHaxa.

Pe6eHOK nocTynwun B OTAENEeHWE peaHumMauuu U UHTEH-
CUMBHOW TepanuuM HOBOPOXAEHHbIX Hay4yHO-npaKTU4ecKoro
LeHTpa cneunannu3mpoBaHHON MEAULMHCKON MOMOLLM AETSM
O3M (MocKBa) Ha 27-e cyT nocne poxaeHus. B anHamunke
Habn4anocb HapacTaHWe OKKIIK3WOHHOM ruapouedanuu,
B CBfI3M C 4eM 6bli0 NPOBEAEHO BEHTPUKYNOMNEPUTOHEANb-
HO€ LWYHTUPOBaHMeE.

Pesynbtathl ocmoTpa. MNauneHTKa BnepBble OCMOTpeHa
BpayoM-reHeTMKOM B Bo3pacTte 28 cyT. [lpn ocmoTpe: npe-
HaTanbHasa rMnonaasus, Kpyrnoe anuo, 3anasLline BUCOYHbIE
obnactu, y3kun nob, runotpuxold ckanbna. Kpome Toro,
OTMeYeHbl KITMHOBWAHbIN POCT BOMOC Ha N6y, HU3Kas KIWHO-
BUAHAsA IMHUS POCTa BONOC Ha LLee, KOPOTKas Wesl, KOPoTKMe
rnasHble Wean, MOHTOMOWAHbIN pa3pes rnas, runonnasus
HaabpOBUK, y3KUE pelKUe YAIMHEHHbIE NPSMble 6POBH, pea-
KWe pPecHMLbl, 0COGEHHO Ha HUXHEM BEKE, MMMOTEN0pU3M,
a TaKXXe KOpOoTKas BbICTyNalowas CNuHKa Hoca C pa3BepHY-
TbIMW KHaPYXKKW YTOLLEHHBbIMW KPbISIbSIMK HOCa, YTO/LWEHHas
HOCOBasl neperopofka, WWPOKUK rnagknin GunbTp € Y3KOM
KpacHOW KalMMOW BepxHeWn rybbl, apKoobpa3Hasi BepxHsd
ry6a, onyweHHble KHU3Y yribl pTa. UMenn mMecto MUKpo-
peTporHatus, rnybokas BepTWKajdbHas CKlagka nogabopoa-
Ka, paclefnMHa MArkoro He6a, orpaHMyYeHme NoABUMKHOCTH
B BWCOYHO-HU}KHEYENIOCTHOM CyCTaBe; ylWHas paKoBWHa
MaJjieHbKas C NPUMNOAHATONM MOYKOW, o6palleHHOoW Bnepes,
y4aCTOK HeAopa3BUTUS 3aBUTKa, Ype3MEPHO BbICTynatoLias
HOXKa 3aBWTKa M KO3e/Ka. 3aperMcTtpMpoBaHO orpaHuye-
HWEe pa3rnbaHuns B NIOKTEBbLIX cycTaBax Ao 120°, B Konex-
HbiX — A0 90° NoAKONEHHble NTEPUruyMbl, runonnasusa /
annasvs KOMEeHHOM Yalleyku, AUCTPodUs KOXKKM B 06nactu
KOMIEHHOro cycTaBa, MJOCKOBasbryCHble CTOMbl C OrpaHu-
YeHMeM TblIbHOIO crnbaHusi B TONEHOCTOMHbLIX CycTaBax,
KoconanocTtb. KnMHogaKTuauns 2-ro nanbla CTonbl, KOPOTKNE
LWUMPOKME HOrTEBbIE MNACTUHKM, KUCTU KOPOTKME C aHo-
MafibHOW AepMaTornMdUKon, yabHapHasa AeBuaLMsg U KaMm-
NTOAAKTUANS, aHOManbHOE CNOXEHWEe NanbLEB B Kynayok,
HanoXeHune nanbueB, KInHogakTunma 3, 4, 5-ro nanbLes,
nanbLibl KOPOTKKE. [laHHble JONONHUTENbHbIX UCCNEe0BaHUM
(ynbTpa3ByKoOBOE UCCef0BaHNe OpraHoB GPIOLLIHOM MNONOCTH
M 3axoKapauorpadus) He MpoaeMOHCTPMPOBaIN MOPOKOB
pPa3BMUTUS BHYTPEHHMX OpraHoB.

KnuHnko-reHeasnorn4yeckui aHaam3. lpu npoBeaeHuu
KNMMHUKO-TeHeanorMyecKoro aHanm3a YCTaHOBMEHO, 4TO
6paK saBnseTcs HepoAaCcTBEHHbIM. Pogutenn npobaHaa peHo-
TUMUYECKMN 340POBbI. Y OTLa (4aHHbIM 6paK TPETUIN NO CHETY)
B NepBOM 6Gpake ymep MajbyuK B BO3pacTte 1 CyT KW3HW.
BTopas 6epeMeHHOCTb B 3TOM e BpaKe 3aKoH4YMnach npe-
pblBaHWEM NO MEANLIMHCKMM NOKa3aHWsaM, BO BTOPOM 6pake
6epeMeHHOCTb TaKe Oblla npepBaHa Mo MeAUUMHCKUM
NMOKa3aHWSM B CBSI3W C HaJMYMEM BPOMKAEHHbLIX NMOPOKOB
pa3BuTUsa y nnogda. Ctapwuin cnbe otua npobaHga nornoé B
BO3pacTe 3 MeC Mo HEeM3BECTHOM ANs Hac npuyunHe. Pogo-
cnoBHas cembM K. npeacraBneHa Ha puc. 1.

AnppepeHumnanbHas guarHoctuka. C yd4eToMm OOGHapy-
¥EeHHbIX (GEeHOTUNMUYECKNX OCOBEHHOCTENM npobaHga Mpo-
BoAMAM AnddepeHLmManbHy0 AMArHOCTUKY MEXAy XPOMO-
COMHOW NnaTofiorMen n rpyrnnon MOHOrEHHbIX 3a60/ieBaHUN,
BK/OYaOWMX opodalManbHylo paclienHy u apTporpu-
nos (cuHapom [lleHbl—Llokenpa, OMIM 214150; cuHapom
Po6uHoBa, OMIM 268310; cMHAPOM MOAKONEHHOro NTepu-
rnyma, OMIM 119500).

PesynbTaTbl FreHETUYECKOro McciefoBaHus. LiutoreHe-
TMYEeCKOoe uccnefoBaHWe KNETOK nepudepuyeckor Kposw
He BbISIBM10 XpPOMOCOMHOW naTosiorku (46, XX, HopmasbHbIn
YEHCKMM KapuoTtumn).

Mo pe3ynbTatam MONEKYNSAPHO-FEHETUYECKOrO UCCNeao-
BaHusa reHa IRF-6 (aK30Hbl 3, 4, 5, 6, 7, 8, 9), OTBETCTBEH-
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HocuTenb c6anaHcupoBaHHO! XPOMOCOMHOI TPaHCOKaLWK
MpepbiBaHne 6EPEMEHHOCTM N0 MEANLIMHCKAM NOKa3aHUsIM

CnoHTaHHOE NpepbiBaH1e 6epeMeHHOCTM

HOrO 3a pas3BWTWE CUHAPOMA MOAKONEHHOrO MTEPUTrMyma,
MyTaLni He 0BHapy*KEeHO.

YyntbiBasi 0CO6GEHHOCTN GEHOTMMA U OTCYTCTBME XPOMO-
COMHbIX aHOMaNuh MNpuU CTaHAApPTHOM LMTOreHEeTUYECKOM
ncenegoBaHmmn (G-oKpalMBaHWe), NPoBEeAeHO MONEKynsp-
HOe KapuoTunupoBaHue. MoNeKynsapHO-LUTOreHeTUYeCcKoe
uccnegoBaHMe BbINOMHEHO B nabopatopun «[eHoMen» Ha
o6opygoBaHunM KomnaHuu Affymetrix (CLLUA) ¢ ncnonb3o-
BaHneM SNP-O0IUIOHYKNEOTUAHbIX TMOPUAN3ALUOHHbBIX
yunos (MuKkpomaTpul) CytoScan™ HD (Affymetrix, CLLA).
B xoge wuccnefoBaHus ycTaHOBEHa MWKpoAynaMKauus
ANMHHOIO nnevya Xxpomocombl 14 M MUKpogeneuus AvH-
HOro nfiedya XxpomocoMbl 21. MonekynsipHbii KapuoTun:
arr 14911.2921.1(20,511,672-42,262,106)x3,21911.2
021.3(15,006,457-29,428,098)x1.

Mpu pononHuTenbHoM cbope aHamHe3a B OTCYTCTBUE
MaTepu npobaHia CTano U3BECTHO, YTO paHee oTel, pebeHKa
obcnepoBanca B MeAMKO-reHETUYECKOM Hay4YHOM LEHTpe
(MockBa). o pesynbrataM LMTOrEHETUYECKOro Wuccneno-
BaHWS NpenapaToB, MOAYyYEHHbIX U3 KynbTypbl TMMPOLMTOB
nepudepmnyecKon KpoBHM, y My*KUYMHbI AMarHocTMpoBaHa cba-
NlaHCMpOBaHHasA TpaHCNOKaUMsa MeXay XxpomocoMamu 14 u
21 [KapuoTmnn 46XY, t(14;21)(q21;921)]. C y4eTom TOro, 4to
JaHHas nHbopMaLmMsa He BGblla U3BECTHA MaTepu 1 aKyllepy-
TMHEKONOory, MHBa3MBHas MNpeHaTanbHas AuMarHocTMKa BO
Bpemsi 6epeMeHHOCTV He NpoBoAMaach.

Mpy LUMTOreHETUYECKOM MUCCNefoBaHNN MaTepu npobaH-
[la XpOMOCOMHasi naTosiorus He BbisiBneHa (46, XX, Hopmasib-
HbI KEHCKUIW KapuoTun).

MeauumMHCKoe conpoBoXaeHne 607bHOro pebeHKa
OCYLLECTBASANOCH C POXKAEHUSA. Ha MOMEHT HanucaHusa cTa-
TbW Npo6GaHay UCNosHUNOCL 2 roda. [leBo4yKa HeoaHoKpaT-
HO fleynnacb B NeguaTpuyecKom OTAENIEHUU U OTAENEHUU
NCUXOHEBPONOrMM Hay4yHO-NpaKTUYECKOro LieHTpa cneum-
aIM3UPOBAHHON MeAWUMHCKOM nomouwm aetam (Mocksa)
Nno NOBOAY YacCTbIX PECNUPATOPHbIX MHDEKLMI, B T.4. MHEB-
MOHWUW W CUMNOTOMATUYECKOW QOKanbHOW 3MNUNENCUN.
MepBble CyAOPOKHbIE TOHUYECKME NPUCTYMbI MOSBUINCH B
BO3pacTe 7 MecC.

Ha MomeHT ocMoTpa B BoO3pacte 2 neT UMeNn MecTo
3ajepKKa ousmyeckoro pasBuTUA (pocT 72 cMm, BeC
8180 Kr — < 3 nepueHTUNIEN, YTO COOTBETCTBYET YPOBHIO
du13nyecKkoro pasButra 11-mecs4Horo pebeHKa) 1 3aaep-

Ka MCUXOMOTOPHOIO WM PeyeBOro pas3suTus. He cuaut, He
nepeBopaynBaeTca. 3padvykn OoKpyrnon Gopmbl M C 3amend-
JIEHHOM peaKuMen Ha CBET, albTEPHUPYIOLLEE KOCOornasue,
B3rNs4 Ha npeamete GUKCUPYET KPaTKOBPEMEHHO, Npocne-
YXMBAET C NOBOPOTOM ronoBbl. MumuKa 6eaHas, ynoibaetca
Ha MHTOHaUMIO, NceBa0ByNbOapHbIE CUMMNTOMbI, FTMNEpPcanu-
Bauus, pedneKcbl opanbHOro aBTomMaTM3ama He pefyuupo-
BaHbl. CNOHTaHHas ABuraTtenbHas aKTMBHOCTb — 6eaHas,
NPOU3BOJIbHBIX LiefieHanpaBieHHbIX ABWXXEHWUW HET, BfO-
KEHHble B PYKM WIPYLIKW HE yAepXKMBaAET U B3MNSA4 Ha HUX
He duKenpyeT. CnacTuyecKnn TeTpanapes. 3ByKOB He naga-
eT. KopmneHue ocyuiectBnsieTcs 4epeld HasoracTtpasibHbli
30HA. PeHoTUNMYECKME OCOBEHHOCTU: TUMOTPUXO3 CKasb-
na, KOPOTKME rnasHble Wenu, Mukpouedanus, 3anaBlive
BWUCOYHblEe 06/1aCTH, Y3KMIM 106, KOPOTKMIM HOC, CrIa*KEHHbIN
LWMPOKUN GUALTP, KPyMHble pe3ubl M AUCTPOdUS amManu,
3a/epXKKa TeMMNOB Npope3blBaHMs 3y60B, YTONLLEHHbIN anb-
BEOJISAPHbIM OTPOCTOK YeNoCTEN, pacllenrMHa Heba, KopoTKas
les, HU3KUIM POCT BOJIOC Ha Liee, 604KoobpasHasa rpyaHas
KNneTKa, orpaHM4yeHune NoABUKHOCTHU B IOKTEBbIX U KONIEHHbIX
cycTaBaXx, KaMNTOAAKTUANS, aKPOMUKPUS, rMnonaasuns cTom,
BapycHas yCTaHOBKa CTOM, 6paxvaaKTUANS, KIMHOAAKTUANS,
rMNonaasns HoOrTeBbIX NAACTUH (puUC. 2).

B HacTtoslee Bpems no noBOAy 3nuiencun pebeHokK
nosly4yaeT npenapaTtbl BalbMpOEeBOW KWUCAOTbl U HaxoAauTcs
B CTagun Me[AMKaMeHTO3HOW pemMuccuun. lpoBeaeHa Kop-
peKLMSA BPOXKAEHHON KOCONAMNOCTN C NOMOLLbIO FMNCOBaHMSA
no metoay lMoHceTn, a 3atem, B Bo3pacte 8 Mec, BbIMNoj-
HeHa axunnotomus cnpaBa. C Lenblo yaydlleHns KayecTBa
KOpPMNEHMA AEeBOYKE BbINOMHEHa racTpocToMus. MporHos3
3a6oneBaHWs onpeaensieTcs B NepBylo o4Yepedb TAXKECTbIO
YMCTBEHHOW OTCTanocTu. JanbHenwee MeanLmnMHCKOE Comnpo-
BOXJEHWE JOKHO BK/IOYATb HabMOAEHWE TaKKX cneumanm-
CTOB, KaK neauaTtp, opTonea, HEBPOJOr, YeNtOCTHO-INLLEBOMN
XUpYpr v gedeKtonor.

OBCYXAEHUE

BblsiBneHHas XpOMOCOMHasi aHOManusa y MauueHTKU C
pacuienrMHon Heba, apTPOrpuUno3oMm, anunerncuen, 3agepK-
KON OU3NYECKOro, NCUXOMOTOPHOIO M PEYEBOro pa3BUTUS
NPeacTaBAseTcs YHUKaAbHbIM Cllydaem KaKk C y4eTOM ToYeK
pa3pbiBa, GOPMUPYIOLLMX CEFMEHTbLI XPOMOCOM, TaK U CEMEN-
HOM XPOMOCOMHOM NEePecTPorKK. Mbl MpeanpuHaIn NOMNbITKK
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KONEHHbIX CycTaBax.
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cucTematusaummn JaHHOM XPOMOCOMHOM abeppaumu 1 nouc-
Ka Koppenaummi GeHoTUn—reHoTumn.

Kak npaBuio, 601bWKWHCTBO BbISIBAEHHbIX KITUMHUYECKUX
Npu3HaKoB HabsloaeTcs y NauneHToB C APYrMMU XPOMO-
COMHbIMU abeppaunsiMi, 1 BblYSIEHUTb CUMNTOMOKOMIJIEKC,
COOTBETCTBYIOWMM AynanKkaumm 14911.2-g21.1 B coYeTaHUu
c peneumen 21911.2-q21.3, UCKIOYMTENBHO Ha OCHOBE
3TUX CUMMNTOMOB BECbMa 3aTPYAHUTENBHO.

Xpomocoma 21 9BnseTcs HauMeHbLLIEN N3 COMaTUYECKMX
XpoOMoOcoM K coaepuT okono 400 reHoB [6]. KopoTkoe

nae40 XPOMOCOMbI 21 04eHb Maso, M NOTePs reHEeTUYECKOro
MaTepuana aTon 061aCTh KIIMHUYECKN MOXKET He NPOosBASATb-
cq [7]. Aeneumns ANMHHOrO njaedvya xpoMocombl 21 aBnseTcs
KIMHWYECKM 3HAYMMOWM, B HYaCTHOCTH, €CiM OHa 3aTparMBaeT
cermeHT 21922 [8-10]. B nutepatype onncaHo HECKONbKO
cnyyaeB geneumn 21911.2-g22 (y naumeHTku K. — cermeHT
21011.2-g21.3), KOTOpble XapaKTeprM3oBalnCb MUHUMaIb-
HbIMW KIMHWYECKUMMW MPOSIBAEHUSMU, BKIOYAOWMMU OUC-
MOPOUYECKME OCOBEHHOCTU M 3aAEPIKKY MCUXMYECKOTO WM
peyeBoro passutua [10, 11]. NMprMHMMas 3TO BO BHUMaHMKe,
MOXHO yTBepAaaTb, 4To deHotun npobaHaa K. B OCHOB-
HOM COOTBETCTBYET KIMHWYECKOMY OMMCAHMIO NaLMEHTOB C
yacTU4yHoOW Tpucomuen 14q.

B aunarHoctuyeckon nporpamme «Cunfuar» (MUHCK,
Benopyccnsa) KMMHUYECKME NPOSIBAEHUS YaCTUYHOM TpUCO-
MWUM MO ANMHHOMY Mne4vyy XpoMocombl 14 cuctemMaTusu-
pOBaHbl MO CerMeHTaM — MnpoKcUManbHbii (14cen-12) wm
nvctanbHbin cermeHT (14q13-qter) [12]. B Tabn. npuBeaeHa
CpaBHUTENbHAs XapaKTepucTUKa deHoTuna nauueHTkn K.
C KIMHWYECKMMU MPU3HAKaMM YaCTUYHOWM Tpucomumn 14q ¢
Y4€TOM Y4acCTBYIOLMX CEFMEHTOB.

CpaBHUTENbHbLIN KIMHUYECKMI aHanu3 GpeHoTUNa AEeBOY-
Kn K. nokasan, 4yto 6GONAbWMHCTBO CUMMMNTOMOB SABASIOTCSA
06LWMMM 1 BCTPEYAIOTCH Yy MaLMEHTOB C Pas3MyHbIMK Bapu-
aHTaMK YacTuyHow Tpucomuun 14q [12]. OgHaKo Takue npu-
3HaKW, Kak npeHaTtanbHas runonnasus, apTporpunos, Koco-
NanocTb M TMNOTPUXO3 CKalbMa, XapaKTepHbl AN AynanMKauum
14913-qgter, a anunencua — ana gynankauum 14cen-q12[12].

B 6a3e gaHHbIX O XPOMOCOMHbIX abeppaunsax u 6ones-
HAX yenoBeka (Database of Chromosomal Imbalance and
Phenotype in Human using Ensemble Resources, DECIPHER
[13]) cobpaHa MHbOpmaumMs O 47 naumeHTax-HocuTenax
aynnukauwu 14q, 3aTparuBatowen pervoH 14q11.2-q21.1.
Bce oHKM oTMyatoTcs BapnabenbHOCTbO OMUCbIBAEMbIX K-
HUYECKMX NPU3HaKoB. K YacTo BcTpevarwmmes GeHoTnnu-

Ta6nuua. CpaBHUTENbHAS XapaKTepucTuKa peHotuna
naumeHTky K. ¢ KIMHUYECKUMK NPU3HAaKaMK YaCTUHHON TPMCOMUK
14q [13]

MpeHaTanbHas runonnasus - +
3afeprKKa MHTeNNeKTyanbHOro + +
pa3BuTUa

MuKpouedanus + +
MwuKporeHus + +
HaHuam + +
3anaslune BUCOYHbIe obnactn/ _ +
Y3KUi 106

PacwenuHa Heba + +
KOHTpaKTypbl cycTaBoB/ 3 +
apTporpunos

KamnTogaKTunms Kuctm + +
Koconanoctb - +
MNoOTOHMSA + +
Cynoporu + _
MNOTpMX03 CKanbna - +
KNUHOAAKTUNUS MU3UHLIEB + +
KopoTkas wes + +
Kocornasue + +




YECKUM MPOABAEHUSAM B AA@HHOW rpynne NauneHTOB MOXHO
OTHECTU WHTenneKTyanbHbln aedeKT (34%) U paccTponcTea
ayTUcTM4ecKoro cnektpa (19%). ¥ 2 nauMeHToB onucaHbl
BPOXAEHHbIE MOPOKM cepaua M MarucrpalbHbiX COCY40B
(tetpapa Panno, runonnasva npaBbiX OTAENOB cepaua),
y 2 — TMOPOKW pasBUTUS KOHEYHOCTEN (amenus BEPXHMX
KOHeYyHocTen, aHomanuu cton). PacuwenvHa Heba BCTpe-
yaetca B 1 cnyyae (ID naumenTa: 250430), anunentuye-
ckune cygoporn — B 2 (ID mauymeHTtoB: 283651, 301516).
ApPTPOrpmMnos He onucaH HU y ogHOro nauyueHTa [13].

Oynnukaumsa 14911.2 TakKe 6bl1a onucaHa y nauueHTa
C YMCTBEHHOW OTCTaNOCTblO, HU3KOPOCNOCTbO (< 3-ro nep-
LLeHTMNS), KONOBOMOWN pafyKu, 60NbLLIMM HOCOM, KOPOTKUM
GUNBLTPOM, TOHKMMKU Ty6aMM, TMNOTEHUTAIM3MOM W CUHAAK-
TMaMen 2—3-ro nanbues crton [14].

B nutepaType onucaHa Haubonee 6AM3Kaa K Halewmy
cnyyqato gynnvkauma 14911.2-g21.1 ¢ MONEKYASPHbIM Kapu-
otunom arr 14911.2g21.1 (20,516,277-38,826,881)x3 [15].
B paboTte aBTOpbl MPUBOAAT KIMHUYECKOE ONMUCaHUe HOBOPOXK-
AEeHHOro pebeHKa ¢ BPOXAEHHbIM NMOPOKOM cepiua (TeTpaja
®danno) u KoconanocTbio. Y nauneHTkM K. Mbl He 0GHapyXnu
nopoka cepgua. OgHaKo cneayet OTMETUTb, YTO crneunduye-
CKMMMW OCOBEHHOCTAMM HaLIero ciyvyas MOXHO CUYMTaTb CKe-
NETHble aHOManuK, BKIOYAlOWME KOHTPAKTYpPbl KOMEHHbIX M
JIOKTEBbIX CYCTaBOB, KOCOMAMNOCTb ¥ KaMNTOAAKTUMIO.

Xpomocoma 14 aBnseTcs o4HOM U3 XPOMOCOM, NoaBep-
YEHHbIX ABMIEHUIO TEHOMHOro MMMpPUHTMHra [16]. O6nacTb
14q11.2-q21.1 copeput 149 reHos [17]. [eH FOXG1 noka-
nn3oBaH Ha xpomocome 14 (14q12), OTHOCUTCS K reHam
cemMencTBa TPaHCKPUMUMOHHbIX daKTopoB. OH perynupyet
paboTy reHoB, KOHTPOIUPYIOLWMX 9IMOPUOHaNbHOE pa3BuUTHe
KOHe4yHoro mo3sra [18]. Pag uccnepoBaTenen nonaraet, 4To
aynnvkaumsa 14q ¢ BoBnedyeHnem reHa FOXG1 asnsietcs
NPUYUHON YMCTBEHHOM OTCTaNIOCTU, 3aJEPKKU UM OTCYT-
CTBMS PEYU M TAKENOW INUNENCUN C PAHHUM HayaloM, B T.4.
MHDAHTUABHbBIX CNa3MOB M TMMNCAPUTMUM Ha 3NEKTPOIHLE-
danorpamme [19, 20]. Apyrue nccnegoBartenn coobumnm o
nauueHTKe ¢ cuHapomMom BecTa, y KOTOpon 6bli BbIB/EH
MO3anLM3M MaTEPUHCKON OAHOPOAUTENBCKON AUCOMUMU XPO-
MocoMmbl 14q [21]. Y Halwen naunmeHTKn BnepBble Cya0pOXK-
Hble NPUCTYMbl MOSIBUAUCHL B BO3pacTe 7 Mec.
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Taknm 06pa3oMm, Mpu KIMHUKO-FEHETUYECKOM aHanuse
OMUCAHHOrO0 HamW ciy4ass ABOWMHOrO XPOMOCOMHOIO AMC-
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3AK/IIOMEHME

Bpauy-reHeTuKy B CBOEW NPaKTUKE HEPeaKO NPUXoaMTCs
CTanKMBaTbCs C CUTyaUMEN, KOrAa KAMHMYECKas KapTuHa 1
$beHOTMN NauMeHTa He OCTaBNSOT COMHEHWS B TEHETUYECKOM
3TMONOrMK 3abonesaHns. MHOrMe HacneaCTBEHHbIE CUHAPO-
Mbl C MHOXECTBEHHbIMW MOPOKaMW Pa3BUTUS, YMCTBEHHOM
OTCTaNoCTblo, AUCMOPDOUYECKMMMN OCOBEHHOCTAMM, a TaKkKe
paccTponCcTBaMM ayTUCTMHECKOrO CNEKTPa OcTatoTcs Heand-
depeHUMpoBaHHbIMKU. MIcnonb30BaHMe COBPEMEHHbIX Mosie-
KYNSIpHO-LMTOrE€HETUYECKNX METOLOB WMCCMEeAOBaHUSA, TaKMX
KaK XPOMOCOMHbIA MWKPOMAaTPUYHbIN aHanua, No3BoNsdeT
NOAYYUTb BaXKHYIO AOMNOSHUTENbHYIO MHOOPMAaLIMIO, KOTOPYIO
Heo6x0AMMO y4uTbIBaTb MPU MNOAPOGHOM OMUCAHUKU PEAKMX
XPOMOCOMHbIX aHOMasNN.
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U3 uctopmuv meauLIMHbI

EBreHuyw Jlasosckui (1913-2006)

KpoBonponutHas u »ectokas Bropas
MupoBas BOMHa MNpPUHECNa MHOr0 }epTB
1 NoKasana NoMCTUHE repoUHEeCcKu xapak-
Tep MHOMMX COBEPLEHHO O6bIYHbIX, Ha nep-
Bbll B3rNs4, Nofei, caMOOTBEPIKEHHO CO-
BepLlaBLlNX HacTosiue NoaBWIK, U MOMO-
raBwum Apyrum noaam, HECMOTPSA Ha onac-
HOCTb ANt COGCTBEHHOMN XU3HM.

OLHUM M3 TaKux repoes ABASETCH Ta-
NaHTAUBbLIN NONbCKMI Bpay EBreHunyw Cna-
BOMUP JIa30BCKMI, CbIrpaBLUMA OFPOMHYIO
pofib B CMaceHMu CBOUX COOTEYECTBEHHM-
KOB-NONAKOB W €BpeeB OT Aenoprauui B
KOoHUnarepsl. [na OOCTUXKEHUS 3TOW Lenu
OH NPOBEPHYN AENCTBUTENIbHO YHUKaNbHYIO
onepaumio, B Te4YeHWe MHOrMX MecsLeB
ycnewHo o6MaHblBasi HEMeLKME BOMCKa.

B camom Ha4yane BOMHbI MOIOAOW Bpay
3anucasncs 4o6poBobLEM M paboTan Ha Me-
OVWLMHCKOM noe3fe B TeYeHWe HEeCKOSb-
Knx MecsiueB. 3ateM noesa pasbombunu,
Ho EBreHwuywy yaanocb 6exatb, nocne yero
OH Hayan paboTaTb Ha NOMbCKOE Noanosbe,
O[JHaKO [JOBOJIbHO ObICTPO YroAwa B MeH,
M3 KOTOPOro MO CTEYEHU0 OBCTOATENLCTB
eMy yganocb 6exartb. Bce atu nepunetuu
3acTaBuM NOHATb MONOAOMO YeNoBeKa, 4To

€ro noMollb KaKk Bpaya B AaHHblA MOMEHT
ropasfo 6onee Ba)KHa, HEXeNW Kak conja-
Ta-noAnonbLIMKa.

B 1942 r. oH BMecTe C ceMben nepe-
6pancs B HebonbloM ropoaok Pas3sanos,
B OKpYyre KOTOPOro HaxoAunoCb HECKONbKO
KPYMHbIX CeN 1 eBPENCcKoe retro.

K aTOMy MOMEHTY HEeMeLKMe BOWCKa yXKe
OKOHYaTeNbHO 3axBaTuiaun lonbly M Haya-
M NpUBOAWUTL B WCMONMHEHWE CBOM nna-
Hbl MO MCTPEBGNEHMIO EBPENCKOro Hapoaa.
OrpomHble KOHLEHTpaLMOHHbIE nareps pery-
JIAPHO MOMOJHANUCH ThiCS4YaMK Noaen.

OKa3zaHue MeULMHCKOM NOMOLLM KuTe-
NIAM reTTo CTPOro 3anpeLanocb, HO 3TOT 3a-
npet AokTop Jla3zoBCcKui cymen o6ountn. OH
[IOrOBOPUNICA C MECTHBIMU XKUTENSIMU O TOM,
4TO NPU NOSIBNEHUW Y HUX GONE3HU HOYbIO
Ha [ABepb OHW [ONIXKHbl BblBECUTL Genyto
TKaHb. B KpomelHOM TbMe OH NPOKpaabiBan-
CSl K CBOMM HOBbIM MaLMeHTaM W cTapasncs
BCAYECKM MOMOYb MM. TeM He MeHee pe-
Npeccuun CTaHOBWU/INCH BCE XKECTHE, 1 BCKOPE
CTano MOHATHO, YTO €CW He NpPeanpuHATb
KaKMx-TO Mep, BCEX €BPEEB, @ C HUMMK 3a-
OAHO M MHOIMX MNOMSIKOB MPOCTO 3abepyTt
B nareps.

M Torga AoKtop J1a30BCKMI CO CBOMM
LpYyroM AOKTOpoM MartyneBuyem npuayma-
NI, BO3MOXHO, €AMHCTBEHHbIN HaAeXHbIN
M [eNCTBEHHbIN cnocob crnaceHusi eBpeeB
OT OTNPaBKKW B KOHL1arepsi, 04HOBPEMEHHO
C 3TUM 3alLMTUB U NPOXKMBAIOLWMX B ropoae
NONISIKOB OT MPUHYAWUTENbHBLIX PaboT Ha ap-
MUIO OKKYMaHTOB.

Ewe B MupHOoe Bpemsa, pabotas Haj
n3neveHnem Tuda, AOKTOpa 3aMETUIM, YTO
[axke mepTBas 6aKktepusi Bo3byauTens tTuda
Proteus OX19, BBefeHHasi 4enoBEKy, AaeT
NOMOXKUTENBHYIO peaKLuio Ha 60ne3Hb npw
npoBeaeHun aHanM3os. Bocnonb3oBaBLWwmUCh
3TUMWU 3HAHUAMM, OHU PEWWAN YCTPOUTb
MaccoBYI0 GpanblUMBYIO INUAEMMUIO.

[leno B TOM, 4TO HEMeLKas apMusl OYEHb
LEeneTuIbHO OTHOCKMNACh K COCTOSIHUIO 3[0-
poBbS conaaT — BaXHEWLWEero MHCTpyMeHTa
BOWHbI, @ MOTOMY MECTHOCTU C pPa3fiM4yHbIMMK
ANUAEMUAMU OHM MpeanoynTanu 06XOAuTb
CTOPOHOM, 3aKpblBas MX Ha KapaHTWH. Mpu

3TOM HEMLUbI TLWATENLHO NPOBEPSIN peasb-
HOCTb 6GonesHen, Befb TPyAOBble pecypchbl
ONS HUX GbINN KpalHe BaKHb.

MMeHHO Ans 3T0ro u 6bina HyXHa MepT-
Bas 6aKTepus, no3sonsaiollasn 6e3 Bpesa ans
opraHuama cbiMUTUPOBaTbL BCE CMMMTOMbI U
obMaHyTb Aake aHanu3bl. HekoTopas npo-
6nemMa 3aKoyanacb B TOM, YTO 3apaaTb
eBpeeB He 6bl/I0 HUKAKOro cMmbicna, Tak
KaK WX HeMLUbl cpa3y e paccTpenuBany.
M Torga, LOroBOPUBLUMCHL C MECTHBIMU Hace-
NneHneM, AOKTop JTa30BCKUM «3apas3usi» MHO-
KECTBO MOJSKOB, CO3AaB BUAMMOCTb HacTo-
dwen anuaeMun. Hemupbl nocnanu aHanu3bl
Ha uccnepoBaHue B fepmaHuio, U Korga no-
NIOXWTENbHbIE pe3ynbTaTbl MOATBEPAWUINCSH,
3aKpblin Ha KapaHTWH BeCcb Pa3Bajos, a Tak-
e GnuKainwee cena, He 0CO6EHHO pas3du-
pasicb B TOM, KTO B HUX }KMBET.

Ha npoTsiKeHMu [JocTaTovyHO AnuTeNb-
HOro BPEMEHW TaKOW MnaH OTIMYHO pabo-
Tan, NpaBAa Yepes Kakoe-To BpemMs KOMY-TO
M3 MECTHOIO0 HEMELKOro KOMaHJoBaHMWs Mno-
Kasanocb CTpaHHbIM, YTO 3a BCe BpeM$s 3nu-
[eMWUM TaK 1 He BblNo MaccoBbix cmepTen. OH
npurnacun OnbITHOrO JOKTOPa € MOMOLLHK-
KaMu n3 lfepMaHuu, ns Toro 4tobbl TOT B35
aHanuabl elwe pas. OgHaKo, y3HaB o npvesae
He3BaHoro rocts, JTa3oBCKMM M MaTtyneBuy
YCTPOWUIU EMY TAKOW TOPKECTBEHHbIN NPUEM
C 06MNbHbIM KOJIMYECTBOM afiKorons, Yto ToT
3abbln 060 BCeM, OTNpaBuB 6paTb aHanu3bl
CBOMX MOAYMHEHHbBIX — HEOMbITHbLIX CTYAEH-
TOB, MCNyraBlIMXCH 6GONE3HU U PEeLIMBLLMX
OrpaHUYUTLCS TOSIbKO 3apaHee MOAroTOB-
NIEHHbIMW 3apaKeHHbIMU NOAbMM.

Taknum 06pa3om, Bpems 6blI0 BbiMIpa-
HO, U KapaHTUH Ha 3TOW TEpPPUTOpPUM OCTa-
Bacs BNAOTb O NPUXOAa COBETCKUX BOMCK.
TonbKO OAHOM 3TOM onepauuen JTa3oBCKuM
c Konnerow cnacnu 6onee 10 Tbic. eBpeeB
1 elle oKoo 60 TbiC. MONSKOB OT penpeccun
HEMELKMX OKKYNaHTOB.

«naBHas 3ajadva Bpaya — cnacatb
WU3HU, — cKa3an E.JlazoBCKuW,— u 3aTO
6bl/1 HaLW cNoco6 UX CraceHuUs».

[no maTepuanam 31eKTPOHHOIo
pecypca: http://grimnir74.livejournal.com/
6858530.html]



