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BBepeHune

aJible CBEPXYUCIEHHBIE MapKepHbIE XPOMOCO-

MBI (MCMX), comepKaiine TOJIbKO HeOOIbIIIe

00JIaCTH OKOJIOLIEHTPOMEPHOTO dYXpPOMaTH-
Ha, BBIIEJISTIOT B OCOOYIO TPYIITY XPOMOCOMHBIX aHOMa-
Jmii. OHU He MOTYT OBITh MACHTU(MUITUPOBAHBI METOIAMU
CTaHAAPTHOTO IIUTOTEHETUYECKOTO UCCIIETOBAHUS U Tpe-
OYIOT UCITOJIb30BAaHUS MOJIEKYJISIPHO-IIUTOTEHETUYECKIX
VIV MOJIEKYISIPHO-TEHETUUECKUX METOMOB JIJIST YTOUHE-
Hug ipoucxoxneHnss. MCMX, BKITIouarolire HeOombIe
TMEePULIEHTPOMEPHBIE PAaOHBI XpOMOCOMBI 20, OTHOCST-
cs K peIKuM (popMaM XpOMOCOMHOI maTtoiornu. JJanHoit
TpyTIIe CBOMICTBEHHA OOJIBINAst IUTOTeHEeTHYeCcKas (HaJIv-
Y1e MO3aNYHBIX, KOJIBIEBBIX Y HEKOJIBIIEBBIX (hOpM) U he-
HOTUTIYEecKast BapuabeIbHOCTD.

OnucaHue cnyyvasn

Cembs 00paTuiiach K Bpauy-TreHEeTUKY B CBSI3U C 3a-
JIEPKKOI peyeBOTo pa3BUTHS Y MaJIbuMKa TpeX JIeT. AHaM-
He3: Opak II, He poaCTBEeHHBII, POAUTENN 300POBHI, Ma-
Tepu Ha MOMEHT poXIeHus pebeHka Ob1 41 ron. be-
peMeHHOCTb 3, pedbeHoK oT 1 6epemeHHocTu B I 6pake
— JeByllKa 21 roga, cTpamaeT TUKaMu; 2 0epeMeHHOCTh
Bo I 6pake 3aKOHUMIACH UCKYCCTBEHHBIM MPEPhIBAHUEM.
IIpobaHn — MaabuuK OT 3 GEpEeMEHHOCTH, MPOTeKaBILIei
C YIpo30ii MpepbiBaHus B 1 TpUMeCTpe U reCTallMOHHBIM
caxapHbIM 1radetoM. Ponbl B cpok, camocTosTebHbIe. Bec
npu poxaeHun — 3960 r, wirHa — 54 ¢M, OLIEHKa I10 IIKaJIe
Arnrap — 8/9 6autoB. PaHee pa3BuTue 1o Bo3pacty 10 1 ro-
na xu3Hu. B Bo3pacte 10 MecsiieB peOeHOK MOT ITPOU3-
HECTH HECKOJILKO IIPOCTHIX ¢JI0B. 1o ciioBam ponuteseii,
B Bo3pacTe 1 roma pebeHOK IepeHec 0CTpoe pecmupaTop-
Hoe 3a00JjIeBaHKe, II0C/Ie KOTOPOIo IepecTall IPOU3HOCUTD
cnosa. ITonyuyan Kypchl (hapMakoTepanuu 1o Ha3HauYeHUIo
HeBpoJora 6e3 adgdekra. [Tocne 1 roga pedbeHoK yacTo (2-
3 pa3a B Mecsi11) 6oJieeT OCTPLIMU PECITMPATOPHBIMU 3200~
neBaHusiMU. CTpagaeT aTONMYECKUM JEPMATUTOM (JIeTKoe
TeUYEeHUE) U AJUICPTUYECKUM PUHUTOM.

IIpu ocMoOTpe BpauoM-TeHETUKOM B Bo3pacTe 3 JieT
3 mec: poct — 100,5 cM, Bec — 15,7 KT, OKPYKHOCTb Tpy-
o1 — 50 cM, TonoBBI — 51 ¢M, YTO COOTBETCTBYET CPETHUM
BO3PACTHBIM MOKa3atessiM. TeocIoXeHne IIpaBUIbHOE,
MPOIOPLIMOHAJIbHOE. BBIABICHB MUKPOAHOMAJIUKU Pa3-
BUTHSL: BBICOKMIA 100, HU3KO PACIOJOXEHHbIE KPYITHbIE
VIIIHbIE PAKOBUHBI, IBYXCTOPOHHUI SMUKAHT, IJIMHHBIN
(unbTp, TOHKME TYOBI. JlepMaTornuduka nsmMeHeHa. Ot-
Me4YeHbI HeOOoIbLIAs ITyIIOYHast TPbIXKa, BaJIbIyCHast neop-
MalLysl HUXKHUX KoHeuHocTel. [1pu ocMoTpe pebeHOK ru-
MepaKkTUBEH, IPOCThIE IIPOCHOBI HE BHIITOIHSIET. Peub Jie-
IeTHas1, COCTOUT U3 CJIOIOB, HO MMEET 3MOLMOHAIbHYIO

OoKpacKy 1 mHToHamu. Co cJIOB MaTepH, IIPOCTHIE TTPOCH-
OBI («TI0Ialt», «ITPUHECH») BBITIOJIHSIET He Beerma (1o Ha-
cTpoeHu1o). PebeHoK ObLT OCMOTPEH BpauOM-Te€HETUKOM
noBTOPHO B 4 roga 5 mec. HaGmoganach mooxXuTeabHas
IWHAMMKA: CTaJl CITOKOITHee, HayaJl TOBOPUTH MPEIIoKe-
Husimu. TlpennoxeHus HeJIMHHBIE, 2—3 CJIOBa, HE BbI-
roBapMBaeT HEKOTOPHIE OYKBHI («p» ¥ mmrsmine). Oopa-
IIEHHYIO peYb ITOHMMAET, OTBEYAeT Ha BOIIPOCHI, IIPOChH-
OBl BBITTOJIHSIET.

PesynbraThl JOTTOTHUTETBHBIX 00CIeIOBAHNIA 1 KOH-
CYJIBTAlMi CTIICIIMAIVICTOB B BO3pacTe 3 JieT U 3 MecsIIeB
TpeaCcTaBIeHBI HIDKE. DXoKapauorpadust: J1omoTHuTeNb-
Hast XopAa B 00J1aCTH JICBOTO KeJIyIOYKa. YIbTPa3ByKOBOE
WCClIeIOBaHe BHYTPEHHUX OPraHOB: TPU3HAKW BapHaH-
Ta Pa3BUTHS XKEJTYIOYHO-KUIIIEYHOTO TpaKTa, yMEepEeHHas
CIUICHOMeTaIus, TuMdaIeHONaThs Me3eHTEepUaJIbHBIX
JTMMGOY3IIOB, HETIOJTHOE YIBOCHHUE YallleYHO-JTOXaHOU -
HOW CUCTeMBI JIeBoii Toukn. KoHcymbramus odraibsMo-
Jtora: (hOHOBasT pETUHOTIATHUS M peTUHAIBHBIE COCYINCTHIC
W3MEHeHUs (apTepuy YMEPEHHO CY>KeHBI, BEHBI pacIlype-
HBbI, cBeTJIble). KoHcynbTalus a3HAOKPUHOJIOra: CyOKIIM-
HUYECKUI THITOTHPEO3, TIEPBUIHBI MMMYHOIEMUIINT,
3a/iepkKKa peueBoro pa3puTtus. KoHCymbTalss oTOpUHO-
JIApUHTOJIOTA: aIcCHOMIHBIE BEreTalliy, CIIyX B HOpMeE, 3a-
JIep>KKa peueBOTO Pa3BUTHS.

Ma'replnanbl n metoabl

AHaJIN3 KapuOTUIIa TTAllMEHTa U er0 pOoAUuTeNeil ObLI
BBITIOJIHEH HAa XPOMOCOMHBIX TIperiapartax, IMoTydeHHbIX
10 CTaHAAPTHBIM MPOTOKOJIAM U3 KYJbTYPhl TUMGOLIM-
TOB nepudepudeckoil KpoBu ¢ MpuMeHeHueM audde-
penuuanbHoro GTG-okpairBaHust MeTadazHbIX XPOMO-
coM. MuorousetHyo FISH (mFISH) BeinosnHsiiu ¢ Habo-
pom 24XCyte (MetaSystems 24 color kit) (MetaSystems,
TepmaHusi) Mo MpoOTOKOJY (PUPMBI-TIPOU3BOIUTENS.
FISH-ananu3 ¢ ucnoab3zoBanueM JJHK-30H10B Ha Xpo-
mocoMmy 20: meHTpoMepHbIi pailoH — SE20(D20Z1),
cyoTesoMepHble pailOHbl KOPOTKOTO U JJIMHHOTIO Tjie-
ya (Sub Telomere 20pter, Sub Telomere 20qter), mieuye-
cneuuguyHsie — Arm Specific Probe 20p, Arm Specific
Probe 20q ocy1ecTBIIsIIM MO MPOTOKOJY, MPeAIOKEHHOMY
(upmoii—npousBoautenem (Kreatech, Hunepnanmer). Jle-
HaTypaluio U TMOPpUIU3ALIUIO MPOBOAUIIN C UCIOJIb30BA-
HueM rubpuauzanoHHoi cucteMbl ThermoBrite (Abbott
Molecular, CIIIA). s KOHTpOKpallMBaHUsSI XPOMOCOM
MCIIOJIb30BaIN (hjiyopecleHTHbIN Kpacuteab DAPI. Mo-
JIEKYJASIPHO-IIUTOTEHETUYECKUI aHaIM3 TPOBOAUIN Ha
¢ayopecueHTHOM MUKpockore Axiolmager M.1 (Zeiss)
C COOTBETCTBYIOIIIUM HabOPOM CBETOGMUIBTPOB U C UC-
MO0JIb30BAaHUEM KOMIMBIOTEPHO MPOrpaMMbl 00pabOTKU
FISH-uzobpaxenus (Isis, MetaSystems, I'epmanust). Ka-
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PUOTUIT YKa3aH B COOTBETCTBUHU C MEXKITYHAPOIHOM IIUTO-
reHoMHO# HoMeHK1atypoit ISCN, 2016 [1].

Pesynbratbl

LuToreHeTnyecKoe MccieqOBaHNE TTAlIMEHTa, TTPO-
BEJICHHOE 110 CTAHIAPTHOI METOMUKE, BBISIBUIIO PETYIISIP-
Hyto MCMX, kapuotun: 47,XY,+mar[30] (puc. 1). Kapuo-
T Matepu: 46,XX. Otell He JOCTYIEH IS 00C/IEIOBAHMSI.

YTouHeHHe MPOUCXOXIEHUSI MapKEPHOI XpOMOCO-
MbI OBUTO TPOBENEHO ¢ ucronb3oBanueM mFISH-ananuza
(24XcyteMetaSystems), MO3BOJIMBILETO UASHTUDUIIUPO-
BaTbh XpOMOCOMY Kak nepuBat xpomocombl 20. I[Tocnenyio-
1iee ucnoJib3oBaHue ueHTpoMepHbIX (CEP), mevecnernu-
uunbix (PCP) u cyoenomepnbix JIHK-30H10B Ha XpoMo-
comy 20 MoATBEpANUIIO HATMUYME LIEHTPOMEPHOTO palioHa,
Marepuaaa KOpoTKOro U IJIMHHOTO Iied. OTcyTcTBUE Cy0-
TEJIOMEPHBIX PAiiOHOB KOPOTKOTO U JUTMHHOTO TUTEY XPO-
MocoMBI 20 TI03BOJIMIIO OTTPEIETUTh MapKepHYI0 XpPOMOCO-
MY KaK KoJIbIeByIo xpomocomy 20 — r(20) (puc. 2).

O6cyxpeHne

K MCMX npuHSTO OTHOCUTH CTPYKTYPHO U3MEHEH-
HbIE XPOMOCOMBI, pa3Mep KOTOPBIX HE MPEBBIIIAET pa3-
Mepa xpoMocombl 20 B TOI Xe MeTacha3HOU IIaCTUHKE.
ITpoucxoxneHre nX HEBO3MOXHO OMPEACIUTh METOAA-
MU CTaHJAPTHOTO LIMTOTe€HETUUECKOTO UCCaenoBaHus [2].
B uuroreHetnyeckom oTHoieHUM MCMX MOryT Tipen-
CTaBJISITh COOOI OUCaTeTTUTHBIE XPOMOCOMBI (T. €. XpO-
MOCOMBI, COCTOSIIIIME U3 LIEHTPOMEPHI U KOPOTKUX TIIeq
AKPOLIEHTPUYECKUX XPOMOCOM), a TaKKe KOJIbLIEBbIE U HEe-
KOJIBLIEBBIE XPOMOCOMBI, COCTOSILIIUE 13 LIEHTPOMEPHI U He-
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OOJIBIINX YYACTKOB OKOJIOLIEHTPOMEPHOTO TETePO- U BYX-
poMaTHHa.

B uccnenosanuum Liehr T. [2], 0600611uBILIEM OITYO 11 -
KoBaHHbIe JaHHbIe 0 980 ciyuasix MCMX, mokazaHoO OT-
CYTCTBUE THUYECKUX pa3MuMil B YaCTOTE TaHHOM Ia-
tonoruu. [MonynsiumonHast yacrota MCMX 1ipu mocTHa-
TaJIbHBIX 00cIenoBanusax cocraniseT 0,044%, B ciiydae
0e3BBIOOPOUYHBIX MPeHATANBHBIX KccaenoBaHuit — 0,075%.
[Tpu ob6cnenoBanuu B cBsi3U ¢ 6ecruiogueM MCMX BbISIB-
as10T B 0,125% ciiydaeB, COOTHOLIEHUE MYXXUMH U XKEH-
IIMH CPeU BbISIBICHHBIX clyyaeB cocTanisier 7,5:1. Cpe-
I TIALIMEHTOB C YMCTBEHHOI OTCTAJIOCTHIO YaCTOTa BhI-
saeieHust MCMX — 0,288%, nipu 00ciiemoBaHUSIX TTOIOB
C aHOMaJIUSIMM, OOHAPYKEHHBIMU TIPH YJIBTPacOHOIpa-
dun, — 0,204%. I'pyrma MCMX siBrisieTCsT OYE€Hb pa3HO-
POIHOI KakK 1Mo mpoucxoxaeHuto (onucanbl MCMX 601b-
el YaCT XpOMOCOM), TaK U 110 BIUSTHUIO Ha (heHOTHIL.
Oxkouo 70% ciyyaeB MCMX He TIPOSIBIISIIOTCST KJIIMHUYE-
CKM, Y TIEPECTPOiiKa MOKeT OBbITh BbIsIBJICHA cTydaiiHo. [To-
Ka3aHo, 4To B 36% ciiyyaeB, HE UMEIOLINX KJIMHUYECKUX
MPOSIBJICHUI, B COCTaB MapKEPHOI XPOMOCOMBI BXOJIUT
U OKOJIOLIEHTPOMEPHBII SyXpoMaTuH [3].

Mexanusm obpazoBaHust MCMX npencTaBisieTcs 10-
BOJILHO CJIOXXKHBIM. HeoOxonmumo HaTuuue IByX IByHUTE-
BBIX Pa3pbIBOB B OKOJIOLIEHTPOMEPHOI 00J1aCTH XPOMOCO-
MbI U BKTtoueHrue MCMX B KJIETKY, UMEIOLIYI0 HOpMaJlb-
HBIA XpPOMOCOMHBIN Habop. B mocnenHee necsatuneTve
obcyxxaaeTcs runoTesa npoucxoxaeHus MCMX, o6paso-
BaBIIMXCSI de novo, B pe3yJIbTaTe XpOMOTPUIICHCA.

Bo3MmoxxHOCTb 00HAPYXMBATh COOBITUST XPOMOTPHIT-
cuca TOSIBWIIACh B CBSI3U C MCITOJIb30BAaHUEM TEXHOJIOTHIA
CEKBEHMPOBAHUSI TSI U3YYEHUST XPOMOCOMHBIX TIEPECTPO-
ek. Briepbie oHO ObUTO onrcaHo Stephens P.J. ¢ coaBr.

uf‘T‘J
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Puc. 1. A. 306paxeHrie meTadasHON NNacTUHKK naumeHTa. CTpenkon ykasaHa MapkepHas Xxpomocoma. b. N306paxeHrs HopManbHbIX I MapKepHOIA

Xpomocom 20 nauueHTa.
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B 2011 r. mpu TuMbOUIHOM JIeiiKo3e 1 MpeACTaBIIsIeT CO-
00i1 MHOXECTBEHHbIE MEePEeCTPONKM XPOMOCOM, HadJII01a-
[olMecs: B OMHOM KjeTke [4]. MexaHu3M XpoMoTpuIichca
3aIyCKaeTcsT IBYHUTEBBIMU pa3pbIBAMU B OMHOU WJIA HE-
CKOJIbKMX XpoMocoMax. [Tociie aToro cienyer coenHeHue
dparmenToB JIHK B ciaydaitHOM mopsiike M OpUeHTAalluH,
YTO TIPUBOIUT K (DPOPMUPOBAHUIO XPOMOCOM C KOMIUIEKC-
HBIMU TepecTpoiikamMu (TpaHCIOKaUSIMU, UHCEPLIUSIMU,
WHBEPCUSIMU), BO3MOXKXHO 00pa3oBaHNe U MaJIbIX MapKep-
HBIX XpoMocoM. [Tpr 3TOM He POMCXOANT CYIIECTBEHHO-
ro uameHeHus konuitHocTu JIHK. B nocnenyrommx pado-
Tax OBUIO ITOKA3aHO, YTO XPOMOTPUIICHC MOXET OBITh TTPU-
YUHOU TMepecTpoeK 1 B MOJOBBIX KJIeTKax. B aTom ciyuae
TPU CeTpeTaIuu MepecTpoK XpOMOCOM MOTYT IIPUBOIUTH
K 00pa30BaHUIO HeCOATaHCUPOBAHHBIX TAMET, B TOM UHUCJIE
¥ ¢ HamnuremM MCMX. Matsubara ¢ coaBT. TIPeANOJOKUIN
CBsI3b Mexky nosiBieHreM MCMX, XpOMOTPUIICCOM U KOP-
pexuueit Tpucomun [S]. Iponecc MOXKHO MPeaCTaBUTD Clie-
JYIOIIMM 00pa3oM: HETIoJTHAsI KOPPEKIIUST TPMCOMUM, MHU-
LIMMPOBaHHAsI XPOMOTPUIICHCOM, TIPUBOIMT K MHOXECTBEH-
HBIM TEpecTpoiikaM XpoMocoM B KieTke. Obpasyroiuecs
npu 3ToM MCMX, MOTyT OBITh OTPAaHUYEHBI B MUKPOSIIPE
U B ITOCJICAYIOIIEM COXPAHUTHCS TIPU ICJICHUN KIETKH.

Puc. 2. Pe3yﬂbTaTbI MONEKYNAPHO-UMNTOreHeTU4YeCKoro nccnegoBaHuA.

MCMX, BKIroUarolye HeGoblIYe MePULIEHTPOMEPHbIE
paitoHbl xpoMocoMbl 20 (MCMX 1(20)), SIBASIOTCS pENKUM
cobbiTueM. [locne mepBoro coobieHust B 1991 rony 6n110
omnmcaHo okoJjio 40 momoOHbBIX cityyaes [6,7]. Bee oHu co-
CTaBJISIIOT OYEHb PA3HOPOAHYIO TPYIIY, Kyla BXOIAT KakK
MOCTHATaJIbHbIE OMUCAHMS AeTel U B3POCIbIX, TaK U Mpe-
HaTaJbHbIE ClTyyau. B IUTOreHeTHYeKOM OTHOILIEHUM TOXKE
HabmonaeTcs 00JbI0e pa3HooOpasue hopM. ONuUcaHbl Kak
peryJsipHble, TaK U MO3anYHbIe (DOPMBI, BKITIOYAIOIITIE, Ha-
PSIY C KJIIETOYHBIMU JTUHUSIMU, coaepxKanumu MCMX 1(20),
JIMHUU ¢ HeKosbleBbiMu MCMX 20. Bkiian B uutoreHeTu-
YyecKoe pa3zHoobpa3re MOKeT BHOCUTh U MEKTKaHEeBOI MO-
3aUlIM3M, HATUYKME KOTOPOTo TPYIHO UCKIIOUUTh. M3 42 na-
ueHToB, npeacrapieHHbIX Liehr T B 2008 r.[7], 14 6butn
(beHOTUITMUECKU HOPMATbHBIMU, B 24 Cllydyasix y MalueH-
TOB OBLTM OMUCAaHbI (DEHOTUITNYECKIE AaHOMAIUU U B YEThI-
pex ciryJasx KInHuJeckuit acdekT He 0bL1 siceH. Mccneno-
BaTes M He OOHAPYXKWIU CITeLIM(DUIECKUX CXOTHBIX KIIMHU -
YECKUX MPOSIBJICHUI Y MallMeHTOB, OOIIMMU MPU3HAKAMU
SIBJISUTMCh OTCTaBaHUE B (DU3NYECKOM Pa3BUTUU U Hapy-
IIeHUEe TICUXOMOTOpHOro pa3Butus. [1o nanHeiM Hamid
A.B. ¢ coaBT., UCCIeNOBaBIINX OKOJOLEHTPOMEPHbIN THC-
6ananc npu MCMX, Hanuuue aucbananca 0,74 MJIH I1.H.

ODCID

r(20)

A. Pesynbtat mFISH nokasbiBaeT, 4To MapKepHasa XpoOMOCOMa ABNAETCA ieprBaTOM XPOMOCOMbI 20.

b. Pesynbtat FISH ¢ IHK-30HOamuy Ha LieHTpoMepHbIii paiioH (SpectrumOrange) 1 cy6TenlomepHble parioHbl KOPOTKOro (SpectrumGreen) 1 AIMHHOTO
(SpectrumAqua) nney xpomocombl 20 MOKa3biBaET HaIMUKE LIEHTPOMEPHOTO U OTCYTCTBME CYOTENIOMEPHBIX PaiioHOB XPOMOCOMbI 20 Ha MapKepHOW

Xpomocome.

B. Pesynbtat FISH ¢ nneuecneundpnyHbimm JHK-30Hgamn Ha xpomocomy 20 (Arm Specific Probe 20p - SpectrumGreen, Arm Specific Probe 20q - Tex-
asRed) nokasbiBaeT Hanmumne MaTepmrana KOPOTKOro v AJIMHHOTO Mjieyd XPOMOCOMbI 20 Ha MapKepHOI XPOMOCOME.
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MO KOPOTKOMY Tuieuy W 1,5 MJIH M.H. 10 JUIMHHOMY ILTe-
4y XpoMocOoMbI 20 He TPUBOIUT K (DEHOTUITUYECKUM Ha-
pyueHusiM. [Tpu aToM aHOManuu peHoTUIa MOTyT OTCYT-
CTBOBAaTh U Mpu O0JIbILIEM pa3Mmepe aucdanaHca [8]. Hamid
Al-Rikabi A.B. ¢ coaBT. onvcaiu AByX I€BOYEK ¢ MO3auy-
Hoit popmoit MCMX r(20). Y ogHO# U3 HUX, C KAPUOTU-
nom: 47, XX,+mar[7]/46,XX[45], ObUI OTMEUYEHBI THUTIO-
XOHIIpOTIa3usl, NbIXaHUe Yyepe3 poT, HeYeTKOe MPOU3HO-
LLIEHKE, OTPAaHUYEHHbIN CIOBAPHBIN 3amac, Makpoliedanus,
OrpaHWYEeHHasl MOABUKHOCTD IlIeU, YKOpOUYEeHUE TpyOua-
TBIX KOCTEH, cyOopOUTaIbHbIE CKIANKW KOXHU U TJIOCKUIA
KOpeHb Hoca. BTopbIM maiimeHToM Oblia AeBOYKA C Kapro-
oM 47,XX,+mar[1]/46,XX[55], ¢ 3amepXKOil peueBOTro
pPa3BUTHSI, HEOOIBIIIMMU AHOMATMSIMU YIIIeH W KJIMHOAAK-
TUIMel Myu3nHLIA (c1abo BeIpaxkeHHOI) [9].

B nipeacTaBieHHOM HaMU cilyyae y MajbyuKa 3-X JIeT
OCHOBHOIi TPUYMHOI 0OpallleHUs K Bpayy-TeHETUKY Obl-
JIO OTCTaBaHUE B PEUYEBOM Pa3BUTUM, MIPU ITOM HET yKa-
3aHUIT 00 OTCTaBaHUU B IICUXOMOTOPHOM U (DU3UYECKOM
pa3BuTur. OTHAKO MPU AETATBHOM O0CJIENIOBaHUU Y pe-
OeHKa OBbUIM BBISIBJIEHBI MHOXKECTBEHHbIE MUKPOAHOMA-
JIUU Pa3BUTHUSI.

Viersbach R. ¢ coaBT. coo0muan 0 ABYX claydasix
MCMX r(20), B 01HOM U3 KOTOPBIX Yy MaliMeHTa He Obl-
JIO OTMEYEHO (PEHOTUTTMYECKUX aHOMAJIUIA, B APYTOM —
ObLTM OTMEUYEHBI BPOXKACHHBIN MOPOK cepiAlla U Hapylle-
HUE MOTOPHOTO pa3BUTHSI, TPY TOM YMCTBEHHOE pa3BU-
TUe NalyeHTa 0610 HopMaiabHbIM [10]. Pinto M. ¢ coasr.
oInucaayd MaTh U 104b ¢ Mo3anvyHoi (popmoit MCMX r(20),
y 00eux ObLIM OTMEUEHbl (DeHOTUITMYECKEe aHOMAJIUH,
B O0JIbIIICH CTeNeH! BbIpaXkeHHbIE Y J0YEpU, UMEBILIEH Oo-
Jiee BBICOKYIO TOJTI0 aHOMaJIbHOU KJIeTOYHOM JiuHuu [11].
Taxxke uMeeTcsl COOOIIEHUE O TPeX CIyJasix MO3audHOU
MCMX 1(20), BbISIBIEHHBIX ITPU 00CIeI0BaHUN 32 Malu-
eHToB ¢ MCMX 1 HapyleHUSIMUA PETPOIYKTUBHOMN (PyHK-
nuu. [TokazaHusIMU [JT HampaBJIeHUS Ha UCCIIEIOBaHUE
ObLIY HapylieHUe HepTUIBLHOCTH, a300CTIEPMUSI, TOBTOP-
Hble BRIKUIbIIIN [ 12].

AHanu3 onyo6JuMKOBaHHBIX JaHHBIX 0 MCMX 1(20)
He MO3BOJISIET CAeNaTh BBIBOI 00 OMpeneJeHHbIX Koppe-

JISILIMSIX TeHOTUTI-(DEHOTUIT TIPY TaHHOI (hopMe TTaTOJIOTHH.
B cBs131 ¢ 60s1b11101 BapradeTbHOCThIO KITMHUYECKHUX TTPO-
SIBJICHUI M HESICHBIM TIPOTHO30M Pa3BUTHS, CITydan OOHa-
PYXXEHMsI ITOTOOHBIX MEPECTPOEK, BO3HUKIIIMX de novo, siB-
JISTIOTCST CJIOKHBIMU JIST METUKO-TEHETUYECKOTO KOHCYJTh-
tupoBanms. CiryJaii IpeAcTaBiIsieT MHTepeC Kak oricaHue
penkoit (hopMbl XPOMOCOMHOI TIaTOJIOTUH.
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