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IIpencraBieHbl pe3yJbTaThl PETPOCIIEKTHBHOIO aHAIM3a 0OJIbLIOI KOTOPTHI HCCleayeMbix nereii (4424 MaabynKa) ¢ YMCTBEHHOM
OTCTAJIOCTBIO WM 32/IEPIKKOI ICHXOPEUEBOro/ICMXOMOTOPHOTO PA3BUTHS, BPOKIEHHBIMH MOPOKAMH H/WIH MAJIBIMA AHOMATHAMH
pasButusi. Y 23 U3 HUX BbISIBJIEHbI Pa3MuHbie (HOPMbI CHHApOMA AucoMHH Xpomocombl Y. OmpesesieHa BbICOKAS 4acCTOTa CHH-
apoma B uccienyemoii koropte — 0,52%; B 3To¥i cBSI3U 00Cy:KIaeTCsi PoJib XpOMOCcoMbI Y B MPOSIBJIEHHH YMCTBEHHOM OTCTAJIOCTH.
Kpome Toro, npeanoaraercs, YTo HeCTAOMILHOCTb XPOMOCOM B TOJIOBBIX H COMATHYECKUX KJIETKAX SBJISETCS OOLIAM MEXaHU3MOM
JUISl BO3HMKHOBEHHSI PA3JIMYHBIX XPOMOCOMHBIX aHOMa/Mii. O0CyKaaeTcsi BO3MOKHOCTh IIMTOreHETHYECKOi M MOJIEKY ISIPHO-IIUTO-
reHeTUYECKOil TMATHOCTHKH, a TAKXKe KJINHMYECKHii moauMophu3m cunapoma. OnpesiesieHa HEOOXOUMOCTb IIPUMEHEHHST MOJIEKY -
JISIPHO-IIUTOT€HEeTHYECKMX TEXHOJIOTHI B TMATHOCTHKE PA3JIMYHbIX (JOPM CHHIpOMA, BKJIIOYASk MO3aWYHbIE CiIydau U (popmbl, CBS-
3aHHbIE ¢ M30IULEHTPHYECKUMH XpomocoMamu. [1oKa3ano, 4To TSXKeCTh KIMHMYECKOi KAPTHHBI CHHAPOMA He 3aBUCHT OT HAJIMYMS
PEryJISIpHBIX WM MO3an4HbIX opM. BbicKa3biBaeTcs npeanosiokeHne 0 BO3MOKHOII CBS3U KIMHUYECKOTO MouMopdu3ma ¢ Mo3a-
HIU3MOM, ACCOLMMPOBAHHBIM C HAIMYMEM AHOMAJIbHBIX KJIETOK (KJIETOYHBIX JIMHUIA) B PA3JIMYHBIX TKAHSAX, 2 TAKKE O POJH XPO-
Mocombl Y B BO3HHKHOBEHHH YMCTBEHHO# OTCTAJIOCTH y JieTeil MPU CHHIPOME JUCOMHMH XPOMOCOMBI Y M IPYIUX XPOMOCOMHBIX
aHomamusx. IlogyepkuBaercss HeOOXOAMMOCTb MOJIEKY/ISIPHO-IMTOTeHETHYECKON JHATHOCTHKM PA3M4HbIX (opM cuHIpomMa
U1l KOPPEKTHOTO MEMKO-TeHETHIECKOr0 KOHCY/ILTUPOBAHMS.

Karouesote caosa: demu, cunopom oucomuu xpomocomsl Y, peeyasapras opma, Mo3audnas Gopma, XpomocomMHvle aHoMAIUU, yMCH-
BEHHAsL OMCMANOCHD, YUMO2EHEMUHeCKUe U MOACKYAAPHO-YUMO2eHemU4ecKue Ucciedo8anus.
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The article present the results of retrospectively analyzed children (4424 boys) with mental and psychomotor retardation, congenital
malformations and/or developmental micro anomalies. 23 children had various forms of Y chromosome dysomy syndrome. The fre-
quency of this syndrome in the studied cohort was 0.52%; and in this connection the authors discussed the role of Y-chromosome
in the origin of mental retardation. Besides, the chromosome instability in sex and somatic cells is supposed to be a common mecha-
nism of different chromosomal anomalies. The authors discussed the possibility of cytogenetic and molecular cytogenetic diagnosis,
and also clinical polymorphism of the syndrome. The authors established the necessity of molecular cytogenetic technologies in the
diagnosis of different forms of the syndrome, including mosaic forms and isodicentric chromosomes-connected forms. The severity
of clinical symptoms doesn’t depend on presence of regular or mosaic forms of the syndrome. The study assumes a possible connec-
tion of clinical polymorphism with mosaisism, associated with the presence of abnormal cells (cell lines) in different tissues, together
with the role of Y chromosome in the origin of mental retardation in children with Y- chromosome disomy syndrome and other chro-
mosomal anomalies. The authors underline the necessity of molecular cytogenetic diagnosis of different forms of the syndrome for
correct medical and genetic consultation.
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Bopcanosa C.I. u coagm. Curnpom aucomuu xpomocombl Y (47,XYY) y neteii ¢ yMCTBEHHOI OTCTANIOCTBIO, HAPYIIEHUSIMU MTOJIOBOTO PA3BUTHL. ..

WHIPOM ITUCOMHM XPOMOCOMBI Y WJIM CUHIPOM

47,XYY Bcrpeuaercst ¢ yacroroir 1—1,5 Ha 1000
HOBOPOXICHHBIX. KimHWYecKass KapTWHAa CHHIpOMa
MOBOJILHO CcKymHast. IIpu poXmeHWW crenududecKue
MIPU3HAKNA TIPAKTHICCKH OTCYTCTBYIOT, a Cpenrd HeoOsI-
3aTeJILHBIX TIPOSIBIICHUI OTMEYAloT HEKOTOphIe MUKpOa-
HOMaJIMM Pa3BUTHS W HapylleHWe IoJoBO muddepeH-
IIMPOBKU  (KPUITOPXU3M, THITOTOHAIN3M, IHCIUIA3HS
renuranuit) [1]. Yacro sTuM geTsiM He TIPOBOISAT LIUTO-
TEHETHUYECKYI0 TuarHOCTUKY. C BO3pacToM OTMeJaloT
BBICOKMI POCT (WJIM yBeJIMICHHME UTMHBI KOHEYHOCTEH),
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HapyllleHue TTOBeICHMsSI (B OCHOBHOM arpecCUBHOCTB),
YMCTBEHHYIO OTCTAJIOCTb, KaK MPABWJIO, B JISTKOI CTETICHU
W TakKWe aHOMaJIW, KaK MakKpolledaiusi, Tpyobie YepThl
JIMIIA ¢ BBICTYNAIOIIMMU HaTOPOBHBIMU JyraMu, BbICOKOE
Hebo, TunepTpodus sI3bIKa, mporHaTus [2, 3]. PeHoTH-
MMMYeCKKe TTPU3HAKN CO3MAIOT BIIEYATICHUE O OOJBHBIX,
CTpANAlONINX aKpoMeTraaueil. DTUX TMaIllMeHTOB OIUCHI-
BafOT KaK HEYKITIOXXHX, C MOTOPHOM HEJIOBKOCTBIO.
Hapymrenust moBemeHMs y MHOTMX OOJBHBIX TIPO-
SBJISIIOTCST B BHIE IICUXONATMUSCKMX YepT XapakTepa,
WMITYJTbCUBHOCTH, OTCYTCTBUSI CWJIBHBIX IPHBSI3aHHO-
CTeif, He CIIOCOOHOCTH KOHTPOJWPOBATh TTPUMHUTHBHBIC
smoruu. C Bo3pacToM y OOJIBHBIX MOTYT HaOJIOIAThCS
SITMJIETICHUST, aTPEeCCUBHOCTD, CKIIOHHOCTD K aHTHOOIIIECT-
BEHHBIM/aHTHCOITMATLHBIM  ITOCTYITKaM, IMU30(hPEeHMS,
NETIPECCUBHBIC TICMXO3bI, TSLKeIble (DOPMBI TICHXOTIATHH,
a TaKKe pacCTPOMCTBAa PENPOMXYKTUBHON (DYHKITUU.
OnHako y OOJBIIMHCTBA ITALIMEHTOB B TATBHEUIIIEM OTMe-
JaeTcsl HopMaibHasl (hepTWIIBHOCTh WM OHM CITOCOOHBI
3a4arh JETeil. YCTAaHOBJICHO, YTO TOJBKO 12% MyKInMH
¢ nrcoMueit xpomocombl Y umerot kapuotun 47,XYY [4].
Jnaraos CHHIpoMa IMCOMHUU XPOMOCOMBI Y YCTaHABJIH -
BaeTCs IMyTeM KapUOTUITMPOBAHUS TTAITEHTOB C 3aIePXKKON
TICUXOPEYEBOT0/TICHXOMOTOPHOTO  Pa3BUTHS VI  YMCT-
BEHHOM OTCTAJIOCTbIO, ITOJIOBBIMU aHOMAIVSIMU ¥/VUTA
HapyllIeHUeM MoBeAeHusT; yactota cuHapoma 47,XYY'y it
C coueTaHreM JaHHBIX PU3HAKOB HEM3BeCTHa [2, 5—§].
MHoOTMX OOJBHBIX C 3TUM CHHIPOMOM IIpH 0OCIe-
NOBaHWW BBISIBITIOT B TICHUXMATPUYCCKUX KIMHUKAX
WA JICYeOHO-TIPOMUITAKTHICCKIX YIPEXKICHUSIX KaK JIeT-
cKoro, Tak 1 B3pocjoro rnpodwis. [Ipu obciaemoBaHum
CEeMEWHBIX CJTydaeB OTMEYalOT, YTO y ITOTOMCTBA JIMI]
C CHHIPOMOM IUCOMUU XPOMOCOMBI Y BCTpEYarOTCS
NIpyTre pa3IMuHbIe XpOMOCOMHBIE aHoMauu [8—12]. Bece
3TO HEOOXOAWMO YUUTHIBATH TIPU MEIUKO-TCHETHUECKOM
KOHCYJIFTMPOBaHWM. B paHHMX WCCIIeMOBaHMSIX YKa3bl-
BaJIOCh Ha BEPOSTHOCTH 0OJIee YacTOro KPUMHHAIHLHOTO
MoBeIeHUsT Y MaJIbYMKOB ¢ XYY I10 CpaBHEHUIO ¢ OOILIeit
MOMyJsIKel, OTMeyaJach MX CKJIOHHOCTb K arpeccuu,
HO He K Hacwiunio. M3 turepaTypsl M3BECTHO, UTO Y IeTel
C CHMHIPOMOM JMCOMHUH Y BCTpeyYaloTcs M APYTHE Xpo-
MocoMHbIe aHomanuu [10, 13, 14], cunapom aucomun Y
MOXeT coueTathcsl ¢ cuHapoMamu JlayHa [15, 16], Ipa-
nepa—Bwinu [17], Bunbsimca—bepeiina [ 18], ymcTBeHHOIT
OTCTAJIOCTU, CLETUIEHHOM ¢ ToMKO# xpoMocomoii X [19].
O4YeBHIHO, YTO CHHIPOM IHCOMHUU XPOMOCOMBEI Y
KIMHUYECKYU BaprabesieH 1 eTo MPOSIBJICHUST MOTYT OBITH
MaJ03aMETHBIMU B JIETCKOM BO3pAacTe, IIO3TOMY MHOTHE
MMallMeHTHl CHaJajla pacCMaTpUBAIOTCS KaK HOpMaJIbHBIE
WHAWBUAYYMbI, OCOOEHHO €C/IM peyb WAET O MOoIJep-
JKUBAIOIIEM TICUXOJOTMYECKOM OKPYXXEHUH C pPAaHHETO
JeTCTBa. DTO 3aTPyAHsIET JUArHOCTUKY. B TO e Bpemsi
M0 KIMHWYSCKUM TIpU3HAKaM 3a0ojieBaHUE MOXKET
OBITH TIPEIIIONIOXEHO, HO O0SI3aTeIbHBIM KPUTEPUEM
MOATBEPKACHUSI AuarHosa ciayxkut kapuotun 47, XYY
[3, 19]. Tlpu Mo3anuHbIX (hOopMax YacTo BCTpevaeTCs
u3oauieHTpuyeckass xpoMmocoma Y [14]. C BbIsIBIeHUEM
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1 ONMMCAaHUEM MO3aWYHBIX (OPM CHHIpOMA ITOSIBUIIACH
HEOOXOMMMOCTh TIPUMEHEHHSI METOIOB MOJIECKYISIPHO-
IIMTOTCHETMYECKOM JTMAarHOCTUKYU JUIST TTOATBEPKICHMUS
nuarHosa [14, 18, 20]. Takum 06pa3oM, 1ieJib HACTOSIIIETO
WUCCIIeI0OBaHUS: YCTAHOBUTh 4acToTy cuHiupoma 47,XYY
B IPYIIIIE AeTEH ¢ YMCTBEHHOM OTCTATIOCTBIO, 3aIePKKOMN
TICUXOPEYECBOTO/TICHXOMOTOPHOTO Pa3BUTHSI, BPOXKICH-
HBIMU TIOPOKaMW W/MJIM MaJbIMU aHOMAJUSIMH pa3-
BUTHS; TMarHOCTUPOBATh MO3anJHBIe (DOPMBI CHHIpOMA
1 TI0Ka3aTh HEOOXOMUMOCTh MOJIEKY/ISIPHO-IIUTOTCHETH -
YeCKUX UCCIIeTOBAaHUI TIPH 3TUX (popMax.

XapaktepucTtuka peteu u MeToAbl UCCNeAoBaHNSA

B naGopatopuy  MOJEKYISIPHOW  ITUTOTCHETUKU
HepBHO-TIcuxuyeckux 3aboneBannii HUKW nennatpuun
um. FO.E. Beabsruiiesa npoBeneHbl MOJIEKYISIPHO-1IUTO-
reHeTUYecKre U LIUTOreHeThyeckue uccieaoBaHus 8270
IeTsIM (Bo3pacT oT 9 Mec 10 16 JIeT) ¢ yMCTBEHHOM OTCTa-
JIOCTBIO, 3aIepPXKKON IICMXOPEYeBOTO/TICUXOMOTOPHOTO
Pa3BUTHsI, BPOXICHHBIMU TIOPOKAMU W/WIA MaJBIMU
aHomausiMu paszButus [1, 21-23], u3 Hux 4424 naum-
eHTa OBUTM MYXCKoro Tojia. LluToreHeTHIeCKMiA aHATH3
BBITIOJTHSTM Ha TIpermapaTrax MeTada3HbIX XPOMOCOM
MPU  WCIIONB30BaHUU U (GEepeHIIMATLHOTO OKpaIli-
BaHusi ux 1o mauHe (GTG- u CBG-okpalvBaHMe);
TIpeTapaThl MOIYyYCHBI IyTeM KYJBTUBUPOBAHUS in Vitro
JMMGOIUTOB TIepruheprIecKOil KPOBU B COOTBETCTBUU
co craHmapTHoil Meromukoit [1]. Kiletku KyJbTUBUPO-
BaJiM Ha muTaTeNbHbIX cpenax PB-MAX wim RPMI-
1640(T), 4YTO TMO3BOJNSET TTIOJy4aTh XPOMOCOMHBIE
TperapaThl BBICOKOTO KadecTBa M paspemeHus. Koi-
XULWH BBOAWIM B KyJbTYpy KIeTOK 3a 15—20 MuH
M0 Havyasa GUKCAIMA B KOHEYHOM KOHIICHTPAIIUH
0,5 MKr/mil. AHaiu3 OCYIIECTBIISUIM TOJ CBETOBBIM
MUMKpPOCKOTIOM Tipu yBeauueHuu 1150 ¢ wmcrmonb3oBa-
HWEM KOMITBIOTEPHOM ITpOTpaMMBI aHalnM3a H300pa-

K

OPUINMHAJIbHBIE CTATbU

xeHusi. FISH (dmroopecuieHTHas rubpuausanus in situ)
WCCIICIOBaHUST BHITIONHSIM TI0 paHee OIMMCAaHHOMY
metony [21] meTsim ¢ Mo3anuHOil (hOpMOIi CHUHApOMa
nucomuu Y Mpu ucnojib3oBaHuu cneunduyeckux JJHK-
Mpoo 13 KOJUIEKIIMU JJabopaTOPUU MOJIEKYJISIDHON reHe-
TUKU U [UTOreHOMUKM Mo3ra um. npod. FO.b. KOpona
HayuHoro IeHTpa TCHMXWUYECKOTO 3MOPOBBS IO paHee
OIMMCAaHHBIM MpoToKoysaMm [24, 25]. Pesynbratbl Kapuo-
THTIa ¥ MOJICKYISIPHO-ITUTOTEHETUIECKUX MCCIICIOBAaHUIA
MIPENCTaBICHBI COTJIACHO MEXIYHApOTHOM ITUTOTCHETH-
YecKoi KiaaccuduKauy U HOMEHKIATyphI [26].

Pe3ynbTathl  06CcyxaeHue

Ilpu o6GcnenmoBanum 4424 pneteii MyXCKOro I0Jjia
y 23 ManmeHTOB OOHAPYKEHBI PETYIISIPHBIC 1 MO3aIHBIC
¢GopMBI CUHApPOMA IMCOMUM XPOMOCOMBI Y (4acToTa
0,52%). CpemHuit Bo3pacT HeTeil M3 KOTOPTHI C CHH-
npoMoM 46,XYY cocraBu 6 yet 6 MecsiieB (oT 9 Mec
no 14 ner). LlutoreHeTnyeckme, MOJIEKYISIPHO-IIUTOTE-
HEeTUYeCKUe U KIMHWISCKHEe TaHHbIe 23 meTeil mpeacTaB-
JIEHbI B TadJIUlIe.

W3 tabmpel BUaHO, 9to 10 M3 23 gereil mMenu mMo3a-
nuHyt0 GhopMy cuHIpoMma, 13 mereit — perynsipHyto (opmy.
B perynsipHoit ¢opme BoisiBieH KapuoTtut 47, XYY (puc. 1).
[Ipryem B omHOM ciydae oOHapy:KeHa peryisipHasi hopma
COYETaHHBIX CHHAPOMOB JlayHa W IMCOMUU XPOMOCOMBI
Y (Ne6), a Takke y ODHOrO peGeHKa ompenesieHa XpoMo-
COMHasT HeCTaOWITEHOCTB TTPH PETYIISIPHOM (hopMe TUCOMUN
XpoMocoMbl Y ¢ KapuoturioM 47,XYY (Ne2).

B Mo3am4HBIX CITyJasiX BBISIBACHBI KJICTOYHBIC JIMHUAW
curapoma 47,XYY, a TakKe CBSI3aHHBIE C IPYTUMU YUCTICH-
HBIMM aHOMAJTUSIMU TI0JIOBBIX XpoMocoM — 48, XXYY (Nel,
13, 15), 48,XYYY (Nell, 13), 47,XXY (Nel3). IIpu mo3a-
WIHBIX (hopMax B HEOOJBIIOM KOJIMYECTBE BCTPEUATHCH
aHOMaJIbHbIe KJIeTKM ¢ KapuoTturom 45X (Ne§, 11, 12).
CrnemyeT OTMETHWTB, YTO Oojiee OBYX KICTOYHBIX JIMHWIA
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Puc. 1. Kapuotun pebenka ¢ nucomueii xpomocombl Y (47,XYY) (coOCTBeHHbIE JaHHbBIE).
Fig. 1. Syndrome of disomy chromosome Y (47,XYY) (own data).
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Bopcanosa C.I. u coagm. Curnpom aucomuu xpomocombl Y (47,XYY) y neteii ¢ yMCTBEHHOIA OTCTANIOCTBIO, HAPYIIEHUSIMU MOJIOBOTO PA3BUTHL. .

Tabauya. 1luroreHeTHYECKHE ¥ MOJIEKYJISIPHO-IIMTOT€HETHYECKHE MCCJIEIOBAHNS IETell C CHHAPOMOM ucoMuu xpomocombl Y (47,XYY)
Table. Cytogenetic and molecular-cytogenetic researches in children with chromosome Y disomy syndrome (47,XYY)

P €3YJIbTAThI UCCJICIOBAHUSA

Ne  Bospacr CHUMOTOMBI
HUTOTeHETHYECKOTO (KaprOTHIT) MoJeKyIspHo-iuToreHeTnyeckoro (FISH)
3IIMP, mukporiedanus, oBosO- 47,XYY.ish (DXZ1x1, DYZ3x2)
CEHUE T10 KEHCKOMY TUILY, TUIIepP- [16]/48,XXYY.ish (DXZ1x2,DYZ3x2)[4]
L Ubmmee TEJIOPU3M COCKOB, KPUIITOPXU3M, TR e nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
TUIIOTOHAIM3M [379]/ (DXZ1x2, DYZ3x2)[121]
3IIMP, BITC, MAP: makpolie-
danus, runeprpodus s3bika,
2 9mec BBICOKOE HE0O0, HU3KO PacIio- 47,XYY, XpOMOCOMHas _
JIOXKEHHbIE YIITHbIE PAKOBUHBI, HEeCTabUJIbHOCTh
MPOTHATU3M; TUTIOTOHAIN3M,
KPUIITOPXU3M
;’Sxyi o Ifﬁ;;g;gg{‘; x{‘;& 47, XYY.ish(DXZ1x1, DYZ3x2)
| ron i > 47 XYY,1phgh, [14]/46,XY.ish (DXZ1x1,DYZ3x1)[6]
3 R BéHI/I‘-IeHHbIC KOHEU- 9gh+[11]/46,XY,1ph- nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
Lo y qh,9gh+[9] [252]/ (DXZ1x1,DYZ3x0)[40]/
HOCTH, KDUIITOPXHIM, CYIH0- (DXZ1x1,DYZ3x1)[208]
POXHBIN CHHIPOM
3IIMP, 3ITPP, makpocommust, MAP:
aHOMaJIbHbIE YIITHbIC PAKOBUHBI,
4 2 roj BBICOKOE He00, runepTpodust 47 XYY _
11 mec  a3bika; BIIC, yBenmuueHHBIC ?
KOHEYHOCTH, TUCTUIa3Us TeHU-
TaJIMiA, CyTOPOXHBIN CUHAPOM
‘YMCTBEHHas OTCTaJIOCTh, BBICOKUIA
pocT, KuhOCKOINO3, KPYITHBIS
CTOIIBI, IIPUCTYIIBI arPECCUMU,
5 ld4ner aucmiasusi reHutanuii; MAP: 47, XYY —
HU3KO PACIIOJIOXECHHBIC YIITHBIC
PaKOBUHBI, MaKpoledanus,
rpyOble YepThI NI
IMpusHaku cuHapoma JlayHa.
3IIMP, yBemnueHe KOHEUHO- 48,XYY,+21.ish(DXZ1x1,
& Do creii, BIIC; MAP: Boicokoe He6o, 48, XYY,+21, DYZ3x2),(MCG-P-463-01x3)
runepTpodus s3bika, JUCIia- 9phgh,22ps+ nuc ish(DXZ1x1,DYZ3x2), (MCG-P-
CTUYHBIE YIITHbIE PAKOBUHBI; 463-01x3)
TUTIOTLIA3MsT MOIIIOHKH
46,X,idic(Y)(pter-> ql1.22.2:
YMCTBEHH1 OTCTAIOCTD, HEBPO- q11.222->pter).ish (Xcen/ Yeen)
Jiornyeckue HapyueHus; MAP: (DXZ1x1,DYZ3x2)
7 5 KOCOTJIa3ue, MT03, SITUKAHT, 46,X,der(Y) (q?11.2) ) Yall23 ’ N
JIeT : ql11.23(MCB-P-130-1-),
CKOJIMO3, TUTIOTIa3Us MOLLIOHKU, (pter-> q?11.2:g?11.2-> pter) Yater(LLJ136-)
Eﬁﬁ;ng{me, CYIOPOKHBIIN e e )
P (DXZ1x1,DYZ3x2)[500]
3IIMP, 3I1PP, mukporuedanus, 46,X,idic(Y)(pter->q11.23: :q11.23-
aHOMAaJIUM TOJJOBHOTO MO3Ta >pter).
Ha MPT, B ToM 4yucjie MO3Xeuka 46 X, der(Y) ish (DXZ1x1,DYZ3x2,
| rox 1 MO30J11CTOro Tesia; MAP: (q‘;li 2)(pter-> B368x2)[68]/45,X.ish
8 9 BBICTYIIAIOLIME HAIOPOBHBIE IyTH, ,,'11 2 211.2-> (DXZ1x1,DYZ3-,B368-) [2]/46,XY.ish
Mec q?11.2::g?11. pter)[11]/
MITO3, SMUKAHT, 1e()OPMUPOBAHHBIE 45 X[2]/46 XY [17] (DX_lel, DYZ3x1,B368x1)[30]
VIIIHBIE PAKOBUHBI; YBETUYCHHbIE ’ > nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
KOHEYHOCTH, TUCIUIa3Usl TeHU- [790]/ (DXZ1x1,DYZ3x0)[42]/
TaIi (DXZ1x1,DYZ3x1)[168]
YMCTBEHHAsT OTCTAI0CTh, BPOXK-
JIeHHas raaykoma, ygyactku genur- — 47,XYY,9ph- 47,XYY.ish (DXZ1x1, DYZ3x2)
9 4roga MeHTauuM, MAP: BbicOKOE HEDO, qh, 15pstk+[25]/ [20]/46,XY.ish (DXZ1x1,DYZ3x1)[10]
neopMUPOBaHHBIC KPYITHBIC 46,XY,9phqh, nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
YIIHbIC PAKOBUHBI; AUCIIA3US 15pstk+[5] [381]/ (DXZ1x1,DYZ3x1)[119]

TeHUTAJIUI

POCCUVCKWIA BECTHUK MEPVUHATOJIOMNMN U NMEANATPUM, 2020; 65:(2)
ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2020; 65:(2)

43




OPUINHAJIbHBIE CTATbU
TIpodonscenue mabauywt
N B C Pe3yJIbTaTbl HCCIeA0BAHUSA
: o3pact HMITTONEL HUTOTeHETUYECKOTO (KapHOTHIT) MoJIeKyIspHO-1uTorenerndeckoro (FISH)
Jlerkas cTeneHb YMCTBEHHOM OTCTA-
JIOCTH, arPECCUBHOCTD, BBICOKUIA
10 8 et poct; MAP: BbicOKOE HE00, HU3KUIT 47 XYY, 1phgh, 9qh+ _
POCT BOJIOC Ha T1iee, KPYITHbIe
YILHbIE PAKOBUHBI, OpaXyIaKTUIINS,
KPUIITOPXU3M, TUIIOCTIAIS
46,X,idic(Y).ish(qter-> p11.32::p11.32-
>qter),
(DXZ1x1, DYZ3x2),
3I1PP, 3®P, ayruszm, MAP: sniu- (MCG482++)[52]/45,X.ish
KaHT, BEICOKOE Hebo, aHoManbHble  46,X,psu idic (Y)?(gter-> (DXZ1x1,DYZ3x0)[30]/
11 4roma 3y0bI, nedopMupoBaHHbie yirHeie  pl1.3:pl11.3 47,XY,idic(Y)(p11.32).ish (Xcen/Ycen)
PaKOBUHBI, TAXOBbIE TPHIKH; ->qter),15cenh+ (DXZ1x1,
CYIOPOXKHBIN CUHAPOM, nuciuiasust  [27]/45,X, 15cenh+([3] DYZ3x3)(MCG482+++)[18]
TEeHUTAIUI nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
[600]/ (DXZ1x1,DYZ3x0)[190]/
(DXZ1x1,DYZ3x3)[168]/
DXZ1x1,DYZ3x1)[42]
YMCTBEHHAsT OTCTaIOCTh, MUKPO-
edanus, MAP: aHTUMOHTOJIO- 47,XYY,1phgh, 47 XYY.ish(DXZ1x1, DYZ3x2)
WIHBIN pa3pes TIa3HbIX IIeei, 1phgh,16gh—+[3]/ [8]’ /46 XY ish (DXZ fxl DYZ3x1)[12]
B (B LSRRGS RGO es el nuc ish(Xcen/Yeen) (DXZ1x1,DYZ3x2)
JKEHHBIE YIITHbIC PAKOBUHBL, Tpya-  1phgh,16gh+[2]/ [325]/ (DXZx1,DYZ3x0)[17 5]’ / (DXZx-
HOCTU B O0YYEHUM U KOMMYHM- 46,XY,1phgh, 1.DYZ3x1)[ 500’]
KallM¥, HapylIeHHbII ocTeoreHe3,  1phgh,16gh+[15] >
HapyILIEHUE [TOJIOBOTO Pa3BUTHUSI
47 XYY.ish(DXZ1x1, DYZ3x2)
L ﬁi‘;fgyﬁfggﬁg&gﬁa [15]/48 XXYY.ish(DXZ1x2,DYZ3x2)
> : 47 XYY,15ps+ [18]/ [2]/ 48,XYYY.ish (DXZ1x1, DYZ3x3)
13 6ner  POBAHHDIC HISKO DACTIONOXCHHDIC 4 wyyry [2]/47 XXY.ish (DXZ1x2, DYZ3x1)[1]
ﬁlg];;l; flf;\(zm;]:;;:’ c;i?;;;;ge 15ps+[2] nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
TeHUTATUI I}II/IHCK}(I;MaCTI/IH B2 (D220, DU O ) (IR
’ 2,DYZ3x1)[20]/ (DXZ1x1,DYZ3x3)[10]
‘YmMmcTBeHHast oTcTanoctb, 3[TPP,
HapyIIeHUe MOBEIeHUsI, BBICOKHIA
POCT, IIPOrHATHSI, MUKPOKPAHUSI,
JUCIIIA3UsI COETUHUTEIBHOM
B Gy tkanu, BIIC; MAP: Bbicokoe He6o, SO il Bl [y -
KPYIIHbIE aHOMAJIbHBIE YIITHBIE
PaKOBMHBI; TUCILIA3MS TeHUTAIUIA.
Pebdenok u3 tpoiinu (BDKO)
YMCTBeHHas1 OTCTaIOCTh, KOTHU -
TUBHBIE HAPYIIIEHUST, aTPECCUB- 47 XYY.ish (DXZ1x1, DYZ3x2)
HOCTb, IIPOJIAIIC MUTPAJIEHOTO .
; [88]/48 XXYY.ish (DXZ1x2, DYZ3x2)
15 131er 'r‘;:;‘}f‘;iuig?; P aTnoPHN 47 XYY[29)/ 48.XXYY[1] [12]
> P . nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
POBaHHBIE YIITHbIE PAKOBUHEI; [412]/ (DXZ1x2,DYZ3x2)[88]/
OBOJIOCEHUE I10 KEHCKOMY THITY,
HapyIIeHUe ITOJIOBOTO Pa3BUTHS
3IIMP, 3ITPP, HapyiieHue rmose-
neHus, camokaiieueHre, MAP:
16 3roma Kocomiasue, BBICOKOE HeOO, rumep-  47,XYY —
TEJIOPHU3M, KPYITHBIE YIITHBIE PAKO-
BUHBI; KDUITTOPXM3M, TUITOCTIAINST
3I1PP, 3TIMP, remunapes, BITP
TOJIOBHOTO MO3Ta, Tuapoiedanus,
17 1 ron YIUIMHEHHbIE KOHEYHOCTH, IIPO- 47 XYY .
8§ Mec  THaTUs, TMIIEPMETPOIIUSI, CYI0-
POXHBIA CHHIPOM, HapyIlIEHHE
ITOJIOBOTO Pa3BUTHUSI
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Bopcanosa C.I. u coagm. Curnpom aucomuu xpomocombl Y (47,XYY) y neteii ¢ yMCTBEHHOIA OTCTANIOCTBIO, HAPYIIEHUSIMU MOJIOBOTO PA3BUTHL. .

OxoHnuanue mabauybl

Ne  Bospacr CHUMOTOMBI

HUTOTeHETHYECKOTO (KaprOTHIT)

P €3YJIbTAThl UCCICIOBAHUA

MouieKysipHo-uTorenerndeckoro (FISH)

3I1PP, aytuam, yMCTBeHHasT
OTCTaJIOCTh, BBICOKMUIA pocT, MAP:
BBICOKOE HE00, aHOMaJIUuK 3y00B
C HapyIIeHWeM POCTa; aHOMAJTUN
ITOJIOBOTO Pa3BUTHUS

18 11 ner 47, XYY

YMCTBEHHas OTCTaJIOCTh, Hapy-
LIIEHKEe TIOBEIEHUST, aTPECCUB-
HOCTb, TPYAHOCTH B 00yYEHUU

1 KOMMYHWKAITUW, BBICOKUIA POCT,
MAP: BeicTynarole HagopoBHbIE
IIYTH, BBICOKOE HEe0O0, TUCTLIa-
CTUYHBIE YIITHbIE PAKOBUHBI,
TUITOTUIA3MsI MOLIOHKH

19 14 nmer 47, XYY

‘YMCTBEHHasT OTCTAJIOCTh, arpec-
CHUBHOCTbD, CYIOPOKHBII CUHIPOM,
BbICOKUIi pocT, MAP: BeicOKOE
He00, TITO3, SIMMKAHT, KPYITHBIC
neOpMUPOBAHHbBIE YIITHBIE PAKO-
BHMHBI; TUCTUIA3KS TeHUTATUIA

20 10 yer 47 XYY

‘VYMcTBeHHast OTCTaIOCTh, arpec-
85 CHBHOCTb, KOTHUTUBHBIC Hapy-
21 réna LIEHUsI, BPOXIEHHAS TJIAyKOMa,
BBICOKHUIA POCT, KPUIITOPXM3M,
TUITOCTTAIS

47, XYY

3IIMP, aytusm, KOTHUTUBHbIE
HapyIIeHUsI, CyTOPOKHBINA CUH-
2 3,5 npom, MAP: kocormasue, KpyrHbIe
roaa aHOMAJIbHBIE YIIIHbIE PAKOBUHBI,
BBICOKOE He0O; YIUTMHEHHBIE KOHEU-
HOCTH; TACTUTA3WST TEHUTATAI

'YMCTBeHHasI OTCTaIOCTh, aTPeCCHB-
HOCTb, BBICOKHIA POCT, HApyILICHUE
noBeaeHus, MAP: runeprenopusm
IJIa3HBIX 11IeJIel, KpyIHble Aehop-
MHUPOBAHHbIE YIITHbIE PAKOBUHBI,
HapyIIeHNe ITOJIOBOrO Pa3BUTHS

23 12 er

47,XYY,9gh+ [8]/
46,XY,9gh+[12]

47,XYY,1gh+ [7]/
46,XY,1qh+[13]

47,XYY.ish (DXZI1x1, DYZ3x2)
[11]/46,XY.ish (DXZ1x1,DYZ3x1)[9]
nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
[281]/ (DXZ1x1,DYZ3x1)[219]

47,XYY.ish (DXZ1x1, DYZ3x2)
[13]/46,XY.ish (DXZ1x1,DYZ3x1)[7]
nuc ish(Xcen/Ycen) (DXZ1x1,DYZ3x2)
[282]/ (DXZ1x1,DYZ3x1)[218]

Ilpumeuanue. BITP — BpoxneHHbIit mopok paszButusi; BIIC — BpoxkneHHbII opok cepata; 3[IMP — 3anepxkka McMXOMOTOPHOTO Pa3BUTHS:
3I1PP — 3anepxka ncuxopeveBoro pa3utusi; 3PP — 3anepxka peuesoro pazsutust; 3OP — 3anepxkka dusnyeckoro pazsutust; MAP — Mmukpo-
aHoMasnuu pa3sutusi; MPT — MmarHuTHO-pe3oHaHcHas ToMorpadus; KO — skeTpakopropaibHOE OIJI0JOTBOPEHUE.

BbIsIBIIEHO B 4 ciaydasx (B Nell u 13 — yeTbIpe KJIETOYHBIC
yuHUA, B Ne8 1 12 — Tpu), B OCTaJIbHBIX MO3aUYHBIX CITy-
YastX OIpeIeNICHBI IBE KIIETOUHBIC JTMHUH: ¢ HOPMATbHBIM
KapuoTUIIOM U ¢ aucomueil xpomocoMbl Y (47,XYY).
Kaxk BumHO 13 Tabau1Ibl, BO BCEX MPEACTABICHHBIX CTyJasix
HaOJTIONATNCh YMCTBEHHAsT OTCTAJIOCTh M TTOJMMOPMU3M
KIIMHUYECKUX TIPOsIBIICHMIA. Hatm naHHbIe TOATBEp:KIatoT
u npyrue uccaenosanus [7, 12, 20, 23, 27—30]. Yucno aHo-
MaJTbHBIX 1 HOPMAJTBHBIX KJIETOK B Pa3HBIX MO3AIIHBIX CITy-
Yasix pa3nJasoch, HO KIMHWUYECKHE MPU3HAKU He OBUTH
CBSI3aHBI KaK C HAJIMYMEM PETYISIPHBIX WA MO3aMIHBIX
opM, Tak ¥ ¢ IHMCITOM KITETOK B MO3aUIHBIX cTydastx. JIpy-
THMU CJIOBaMU, TSDKECTh KIIMHUIECKOM KapTHHBI B HAIIIleM
WCCIICTIOBAHNM HE 3aBHCeNla OT KOJMYECTBA aHOMAJIbHBIX
KJIETOK, a TaKKe YWclia KIeTOYHBIX JUHWI. Bo3MOXKHO,
5TO OOYCJIOBJICHO Te€M, 4TO B paboTe TpOaHATM3UPOBAHBI
KJIETKU KPOBU, & B KJICTKAX JPYTMX TKaHEH COOTHOIIEHUE
HOPMAaJTbHBIX M aHOMAJTbHBIX KIIETOK MOXET OBITH IPYTHM.

M3 Tabauubl BULHO, YTO TIOYTH B MOJOBHUHE HAOJIIO-
neHuit (n=10) cuHApOMA HUCOMUU XPOMOCOMBI Y
KaK peTyJISIPHBIX, TaK ¥ MO3aMYHBIX (hOpM OBITH HalICHBI
W3MeHEeHUs (B OCHOBHOM, B BUIE YBEJTMYCHMSI) TETEPOX-
POMAaTMHOBBIX PAaliOHOB XPOMOCOM, BKIIOYas XpOMO-
combl 1, 9, 15, 16. M3MeHeHUsS reTepOXpPOMATUHOBBIX
paifoHOB XpOMOCOM He OOHapyXeHBl B Xpomocome Y,
33 WCKIIOYCHWEM Cilydas W30OUIIEHTPUISCKON Xpo-
MOCOMBI, TIe OBIT JeJIeTHPOBAH TeTePOXPOMATHHOBHIN
ydgacTok xpoMocoMbl Y (Ne8). WMzomuiieHTpuueckue
XPOMOCOMBI Y BCTPEYAJIMCh B TPEX CIIydasXx MO3aWIHBIX
dopm cunapoma (Ne7, 8 1 11), mpu KOTOPBIX, KaK BUIHO
U3 TabaMIbl, TpeOOBaIOCh MPOBEIECHUE MOJIEKYJSIPHO-
muroreHetnyeckoit nuarHoctuku (FISH) [27, 31-33].
IMocne ocymecrenenus FISH-uccnemoBanust B ciy-
yasgx Nell u 13 Oblu BBISIBJICHBI TOTIOJIHUTEIbHBIE KJle-
TOYHBIC JTMHWM, HE OIpelesIeHHBIC TIPU TPUMEHEHUU
IIMTOTeHEeTHYeCKOoro MeTona. CiemoBaTeslbHO, Bce MO3a-
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Puc. 2. KapnoTun pedeHka ¢ nucomueii xpomocombl Y U Tpucomueii xpomocombl 21 (cunapom /layHa, peryasipaas dopma) —
kapuotun 48,XYY,+21 (coOGcTBEeHHBIE TaHHBIE).

Fig. 2. Disomy chromosome Y syndrome and trisomy chromosome 21 (Down syndrome, regular form) — 48,XYY,+21 (own data).

Puc. 3. MonexyaspHo-uuToreHeTnueckue ncciaenopanus (FISH) y pedenka ¢ kapuotunom 48,XYY,+21 (peryasipHas ¢opma)
(a) u 'y pedeHKa ¢ Mo3amyHoii ¢GopMoii TMCOMHN XPOMOCOMBI Y (6): BUIHBI KJIETKH ¢ ABYMS ¥ OJJHAM CHTHAJAMH HA XPOMOcomy Y
(coOCTBEHHDBIE JaHHbBIE).

Fig. 3. Molecular cytogenetic researches (FISH) of a child with karyotype 48,XYY,+21 (regular form) (@) and a child with mo-
saic form of chromosome Y disomy syndrome (6): cells with 2 signals and 1 signal could be seen (own data).

WIHBIe (OPMBI CHUHApPOMA IIOCNIe ITMTOTeHeTWYecKoi  mpoma JlayHa m mucommu xpoMocoMbl Y (Ne6) (puc. 2),

MUATHOCTUKKM HYXIAOTCS B ITONTBEPKICHUU MOJEKY-
JIsIpHO-LIMTOreHeTnUeckuM  ucciaenoBanuem  (FISH).
DTO MOATBEPXKIAIOT U TaHHbIC JuTepaTypsl [27, 33—35].
Kpome Toro, mpu Mozauuuame sl BbISIBAEHUST AOMOJ-
HUTEJIBHBIX KJICTOUHBIX TUHU HEOOXOIUMO TTPOBEICHUE
nHTepdaszHoit FISH, oGecneuunBarolieili BO3MOXKXHOCTh
aHaJ M3a OOJIBIIETO YMCcia KJIETOK, YTO BUIHO Ha TpHU-
Mepax B caydasix Ne3, 11 u 12 (cM. Tabnuity).

M3 obcykmaeMBbIX clIydaeB B HaIlleM WCCIIEIO-
BaHWU CJIeMyeT OTMETUTh HaOTIONeHNEe COYCTaHMS CUH-

MIPUIEM B BUIE PETYIISIPHOMN (POPMBI, UTO TIOATBEPIMIOCH
MpU  MOJIEKYJSIPHO-LIUTOT€HETUYECKON TMarHOCTHUKeE.
PesynbraTel MOJNEKYISPHO-LIMTOIEHETUYECKOTO HCCe-
JOBaHUST Y 3TOTO MalMeHTa U y peOeHKa ¢ MO3anJIHOMU
dopMoIi IMCOMUU XPOMOCOMBI Y TaHbI Ha puC. 3.

Bo Bcex mpencTaBiIeHHBIX HAMU CITyJastx HabTronamach
YMCTBEHHAsI OTCTAJIOCTh, B OCHOBHOM CpPEIHE TSDKECTH.
B nmuTepartype mpy cMHIpOME IMCOMHUH Y, KakK IPaBUIIO,
OTMCHIBACTCST YMCTBEHHAsT OTCTAIOCTb JIETKOW CTETeHU
[7, 12, 20, 23, 27, 28, 30]. Kpome Toro, aHanu3upyst Halu
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Bopcanosa C.I. u coagm. Curnpom aucomuu xpomocombl Y (47,XYY) y neteii ¢ yMCTBEHHOI OTCTANIOCTBIO, HAPYIIEHUSIMU MTOJIOBOTO PA3BUTHL. ..

PE3YIIBTaThI, CJICAYeT OTMETHUTD, YTO B OTICIBHBIX CITYJasTX
BCTPEYAIMCh CUMITOMBI, HETUITUIHBIC I TUCOMUU Y
(47,XYY). Tak, B cayvasix Ne§, 13 u 17 BbISIBJICHBI aHO-
MaJIny TOJIOBHOTO Mo3ra, B Ne2, 4, 6, 13, 14 u 15 — Bpok-
NIEHHbIe MOpPOKU cepaua, B Nel2 — HapylieHue ocrteo-
reHesa, B Nel4 — nucmiasus COeIMHUTENIBHOM TKAHMU,
B Nel7 — remumape3 M rtumnepmerponus. BoszaMmoxkHO,
TSTKECTh M CBOCOOpasne KIIMHUIECKOW KapTUHBI CBS3aHBI
¢ MUKPOAHOMAJTUSIMU TeHOMa, B TOM YHWCIIC C HAJTMIUEM
CNV (copy number variation, Bapuaius 4ucja KOITHMi
XPOMOCOMHBIX CETMEHTOB), KOTOPBIE HEOOXOMUMO OTIpe-
IENIATh C TTOMOIIBI0 TaKUX MOJICKYJISIPHO-ITUTOTCHETH -
YeCKUX TEXHOJIOTHM, KaK MOJIEKYIISIPHOE KapHUOTHUITUPO-
Banue (arrayCGH u SNP) [3, 10, 11, 31-33, 36].

3aknioyeHue

Yactora cuHApoMa B MCCIEAyeMOil HaMu KOropre
nereil (C YMCTBEHHOI OTCTaJIOCThIO, 3aJepPKKON TICUXO-
pevYeBOro/TIICUXOMOTOPHOTO Pa3BUTUSI, BPOXIECHHBIMU
MOpOKaMu W/WIK MaJbIMU aHOMAJIMSIMU Pa3BUTHS)
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