YK 61:575; 575.224.232
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B paGore npuBeJeHbl JaHHble KJIUHMYECKOT0 M IHTOTeHeTHYECKOr0 HCCJEIOBAHMS NEBOYKH C 3a/epPiKKOMH
YMCTBEHHOT0 W ()H3HYECKOT0 pa3BUTHS, B Xo0/le KOTOPOTO BbIsIBJIeHAa pedKas M He ONHCAHHAS paHee
XpOMOCOMHAsI TATOJOTUST — YacTH4YHash TpUcoMHsl ydacTka (22-032 xpomocombl 7 (7922-932). Ilpu G-
OKpAIINBAHMN B KApHOTHIE pedeHKA OOHAPYKeH NONOJTHHMTENbHBIH TeHeTHYeCKHil MaTepHa]l HeH3BECTHOIO
NMPOMCXOkK/IEHHsI B JJIMHHOM IuTede XpomocoMbl 1. ¥V marepm mnpo0anHaa BbIsiBIeHa COAJIaHCHPOBAHHAS
CTPYKTYpHast XpoMocomHasi mepecrpoiika - 46,XX,ins(1;7) (932;922932),inv(7)(p11.2;q11.23) dousb
YHac/1eA0Bajia OT MaTepH HecOATAHCHPOBAHHYIO CJI0’KHYI0 XPOMOCOMHYI0O AaHOMAJIMIO ¢ BOBJIeYeHHeM XPOMOCOM
1 u 7. OgHako omnpenejieHHe TOYeK pa3pbiBa MNPH [JaHHBIX HepecTpPoiikax MeTOAaMH KJacCHYeCKOro
KAPHOTHIHPOBAHMUS 0KA3aJ0Ch HEBO3MOKHBIM H3-32a HIEHTHYHOro Tuna G-oxkpammBaHusA Y4acTKoB /022 u
7Q32, BoBilIeYeHHBIX B mepecTpoiiky. Mcnojb30BaHHe MOJIEKYIIPHO-UUTOreHeTHYecKkoi nuarHocruku (FISH —
MeTo[ a) MO3BOJIMJIO JUATHOCTHPOBATH KAPHMOTHN MPO0aH/Ia, KAK YACTHYHYI0 TPHCOMHUIO MO JUIMHHOMY ILIeqy
xpomMocombl 7: 46,XX,der(1) ins (1;7)(g 32;022932)B padoTe Tak:ke NpeACTABJIEH 0030p KJIMHHKO-TeHETHYeCKHUX
0CcO0eHHOCTEeH cIyYyaeB YaCTHYHOW TPHCOMHH 7(, ONMyOJHMKOBAHHBIX B IOCTYNHOW JHTepaType MO TaHHOW
npodJjeMe, CBHAECTEIbCTBYIONIUI O BBICOKOI reTepOreHHOCTH W BapHaleJbHOCTH TeHHOI0 COCTaBa NPH ITOM
narosoruu. CaejsaH BBIBOA 0 TOM, UTO BbIieJIeHHE CJIydYaeB YaCTHYHOH TPHCOMHH XPOMOCOMBI / B OT/AEIbHBIH
XPOMOCOMHBII CHHAPOM HEBO3MOKHO 03 NMpHMeHEeHHsI COBPEMEHHBIX TEXHOJIOTHi MOJTHOTeHOMHOT0 CKPHHUHTA
(array CGH), mo3Boasilomux ompenesiMTh TeHHBI W FeHOMHBI JHUCOATaHC HA YPOBHE IOCJIeI0BATeJbHOCTEI
JHK renoma.

KiroueBbie croBa: KJIMHUYECKask LUTOT€HETHKA, MOJICKYIISIpHAs LIUTOTCHETHKA, YacTHYHasl Tpucomust 7022-032, FISH-
TEXHOJIOTHSL.

PARTIAL TRISOMY 7922-932: DESCRIPTION OF RARE CASE OF CHROMOSOME
ANOMALY AND LITERATURE REVIEW
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The paper reports the results of clinical and cytognetic studies of girl with a rare previously undesribed
chromosomal abnormality - a partial trisomy of chromosome involving region g22-932: 7 (79q22-q32). Ahé G-
staining in the karyotype of a child found additioral genetic material of unknown origin in the long am of
chromosome 1. The mother of the proband revealed lbalanced structural chromosomal rearrangement — 46,
XX, ins (1;7) (g32; 922932), inv (7) (p11.2; q11.23Daughter inherited from the mother complex unbaanced
chromosomal abnormality involving chromosomes 1 and. However, the definition of discontinuities in he data
reconstructions of a classical karyotyping methodgroved impossible because of the identical type Gasning
regions 7922 and 7g32, involved in the restructurig. The use of molecular cytogenetic diagnostics (BH -
method) has revealed a partial trisomy for the longarm of chromosome 7: karyotype 46, XX, der (1) in¢l, 7) (q
32;9220g32). The paper also provides an overview ofinical and genetic features indicative of high herogeneity
and variability of partial trisomy 7q.1t is conclud ed that the allocation of cases of partial trisompf chromosome
7 in a separate chromosomal syndrome is not posséblithout the use of modern technology genome-wide
screening (array CGH), allowing to identify the gee and genomic imbalance at the level of the DNA seences of
the genome.

Key words: clinical cytogenetics, molecular cytogges, partial trisomy 7922-q32, FISH-technology.
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CrpykTypHble HECOATaHCHPOBAHHBIE XPOMOCOMHBIE MEPECTPONKH OTHOCITCS K PEIAKUM
HACJIICTBEHHBIM M BPOXKIEHHBIM 3a0oyieBaHUSM. [IpakTHdecKkn BCE XPOMOCOMHEIE OONIC3HH
XapakTepU3ylOTCS  TSKEINBIMH  KIMHUYECKUMHU  TPOSBICHHUSIMH, BKIIOYAIOIIMMH  33JICPKKY
YMCTBEHHOTO M (U3UYECKOTO Pa3BUTHs, a TaKXKe CJIOXKHBIM KOMIIJIEKCOM IIOPOKOB DPa3BUTHS.
«Knaccuyeckoe  KapHOTUIIMPOBAaHWE» €  NPUMEHEHHEM  METOA0B  AuddepeHInaIbHOro
OKpAIITUBAaHUSI XPOMOCOM TIPU TOCTAHOBKE AMArHO3a ITHM OOJBHBIM B OOJBIIMHCTBE CIy4acB
HE0OXOUMO JOTOJIHUTh COBPEMEHHBIMH MOJICKYISPHO-IUTOTCHETUYECKUMUA METOJaMH, TaKHMH
Kak ¢uyopecieHTHas rudpuamsanus in Situ (FISH) [1; 2; 4]wiu cpaBHUTENbHAs TCHOMHAs
rubpuausaims Ha JJHK-6nounnax (array CGH) [5].

B HacTositiee BpeMsi U3BECTHO HECKOJIBKO JCCITKOB CIIYy4aeB TPUCOMUU 7 (], BOSHHKAIOIINX B
pesynbTare Aymmkanuu cermenta 7011- (922,931,032)-7qteBonbuHcTBO HAOIOACHU CBI3aHO
C YHACJIEJOBAHHBIMH TPAHCJIOKAIMOHHBIMU MEPECTPONKAMHU, PEKE MHCEPLUSAMU WU UHBEPCUSIMU
[17; 25; 30; 32; 41]Knunndeckas KapTHHA 3a00JCBaHUS 3aBUCUT OT (DPArMEHTOB JJTHHHOTO TLicya
xpomocoMbl 7 (7Q), BOBICYEHHBIX B TepecTpoiiky. YacTuuHas Tpucomus ydacTka 7Q2>qter
KOppENUpyeT ¢ HapylmIeHHEM MCUXOMOTOPHOTO Pa3BUTHsS, aHOMATHUSMU JIMIA C Y3KUMU TJIa3HBIMU
IIEJSIMU, SIHUKAHTOM, MAaCCHBHOM HIDKHEW YeENIOCThIO, OOmmel ruroToHuei. BapuabenbHOCTH
KJIMHUYECKUX TPOSBICHUN MPU ITOW PEAKOW XPOMOCOMHOM aHOMAJIMU HE TMO3BOJISIET BBIJICIUTH
YACTHYHYIO TPUCOMHIO y4yacTka /(Q2>qter B oTnenbHbId cHHApPOM. [Ipy 4acTHYHO TPUCOMHH C
BOBJICUCHHEM  y4acTka /(3>Qter orMeyaroT MPCHATAJbHYIO  THUIOIUIA3UI0,  3aJCPXKKY
MICUXOMOTOPHOTO PAa3BUTHSI, Y€PEITHO-JTUIIEBbIC aHOMAIUHU (KPYIIIOE JIMIO, BBICOKUM, BHICTYAFOIIHI
7100, SMUKAHT, KOPOTKUI HOC, paclienuny HEOa, AeOpMUPOBAHHBIE HU3KOPACTIOIOKEHHbIE YIIIHbIE
pakoBuHbl) [2; 3]. Takxke BCTpeuyaroTCsl KOcCOTlIa3ue, KOJI00OMa paayXKH, OOJBIION S3bIK,
MUKpPOPETPOTHATHs, TIOTIepeUHas JaJloHHas CKJIaaKa, nedopMarusi MO3BOHOYHUKA M KOHEYHOCTEH,
HU3KHH POCT, OTCTaBaHHEe pedeBoro pasputus [25; 41].B panHux paboTax 4acTHUHYIO TPHCOMHUIO
793>qter Beigensuin B OTACHbHBIA cuHApOM [15]. OmHako HakomiecHWe MOAOOHBIX CIIydacB M
OTCYTCTBHE SBHOW KOppeisiiuud (PEHOTUI-TEHOTHIT TIPU YaCTHYHOW Tpucomuu /(3> (ter craBur
MOJi COMHEHHE TIPaBOMOYHOCTh BBIJCJICHUS OJTOH aHOMAlUU KAapUOTUIIA B  OTICIIBbHBINA
XPOMOCOMHBIN CUHIPOM.

Llenpto HacTosimiel paboOThl SBISETCS NOAPOOHOE KIMHUYECKOE M IIMTOI€HETHYECKOe
OIHMCAaHKE PEIKOTO BapUaHTA YACTUIHOW TPUCOMUU /(] C paHEee HE OMUCAHHOW JIOKAIU3AINEH TOUeK
paspbiBa B ywacTkax /(22-032.Jlns YCTaHOBJIEHUS TOYHOTO LUTOT€HETHYECKOrO JUarHo3a y
O0onbHOrO pebeHka HaMu OBUIO  MCIIOJIIB30BAaHO  COYETAaHME  METONOB  KJIACCHYECKOTO
KapUOTUIIUPOBAHUSL C UCIHOJb30BaHMEM G-OKpalIMBaHUS U MOJEKYISPHO-IIUTOT€HETHYEKOTO
ananmu3a (FISH-wMeTona), 4To 1mMo3BOJMIIO BBIIBUTH PEAKYIO HECOATaHCHPOBAHHYIO XPOMOCOMHYIO
aHOMAJIMIO Y npobanna c¢ BepudHKaAIMed TOYEK pa3pblBa U ONPEICIUTh HAIUYUE
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cOaTaHCUPOBAaHHOW XPOMOCOMHOUM TIepecTpoiiku y wMarepu mnpoOanma. [IpoBexaen anamus
ONMCAHHBIX paHee CIy4yaeB YaCTUYHOM TPHUCOMUHU XPOMOCOMBI 7 U OOCYKIAeTCs BO3MOXXHOCTH
KIIMHUKO-T€HETUYECKOMI Koppeiiu U MCIAHUKO-TCHCTUYCCKOI0 KOHCYJIBTHPOBAHUA B ClIydadX
peAKUX XPOMOCOMHBIX OoJie3HeH, TpeOyronmux 00s3aTeTbHOT0 MPUMEHEHHSI COBPEMEHHBIX
JUArHOCTUYECKUX MOJIEKYISIPHO-IIUTOI€HETUYECKUX TEXHOIOTHA.

MarepuaJ u MeTOAbI

Ha mnuroreHernyeckoe mccienoBanue moctynwia aeBouka (1 rom 4 mecsiia) ¢ 3aaepsKKon
TICUXOMOTOPHOTO M PEUeBOTO pa3BUTHsS. PeOEHOK OT 54 OepeMeHHOCTH, MPOTEKABIICH C yrpo30it
MpephiBaHusl BO BCEX TpuUMecTpax, 34X poaoB. Pomutenu ¢eHotunuuecku 3a0poBbl. bpak
HepOI[CTBeHHBII\/'I. HepBa;I 6€peMeHHOCTB 3aKOHYMWJIACh POXKACHUEM NOYCPU C aHOMAJIUSAMU PA3BUTHA
(kapuoTMIMpOBaHWE HE MPOBOAWIOCH). BTOpas ¥ TpeTbs OEPEeMEHHOCTH 3aBEpPUIMIHCH
CaMOIIPOMU3BOJLHBIMM a0OpTaMu Ha pa3HbIX CpOKax, OT YeTBEPTOM poAMIACH JEBOYKA C
BPOXKJIEHHBIM TIOPOKOM CepAlia W TPyOo# 3amepiKKOW TICHXOMOTOPHOTO pa3BUTHs. YMepia OT

OponxomHeBMOHUM B Bo3pacte 1rona (puc. 1).

LIRS

1 2 3

11,12 - deHoTMNUHECKH 3/0POBLI

Hi- map

112,11 3 - cnoHTaHHbIe abopPTEl Ha PaZHBIX CPOKaX
I1 4 - BIIC, ymep or BpoHXONHEBMOHWK

I1'5 - npoBang

Puc. 1.PonocnoBHas cembr nmpobaHa.

[Tpobany ponunacs Ha 39 Hezene, CaMOIIPOU3BOJILHBIMU pojiaMu. Macca Tena mpu poxJIeHUH
3250r (< 75 uentuneit), mmHa 58 cm (> 97 nenrtuseit). Ouenka no mkane Anrap 7/8. JleBouka
JIMCTapMOHUYHOTO TEJIOCIOKEHHS C HEPaBHOMEPHBIM DACHpENEIICHHEM IO TeIly JKHPOBOM

kieruarkd. HaOmiomanmack aedopmanusi TOJIOBBI € YIUIOMIEHHBIM 3aTBUIKOM, Opaxwuiiedaius,
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QHTUMOHTOJIOWTHBIN pa3pe3 I71a3, SIUKAHT, JJIMHHBIE PECHUIIbI, HU3KO TOCAKEHHBIC OTTONBIPEHHBIC
VIIHBIE PAKOBHHBI, BBICTYNAIOIIAs BEPXHSSL YETIOCTh, MAKPOIJIOCCHSI, YIUIOMIEHHAS TPYy/AHAs KJIEeTKa
U CTOIbI, apaxXHONAKTWIHs, HapylieHue nepMatornudukd. Ha MOMEHT OcMOTpa OKPYKHOCTh
rojoBel ipobanga Obuta 41 cm. PeOGEHOK He Tymuil, He CHJEN, Ha HOTH HE OMUpPAJICs, TOJIOBY HE
JepKall, HMMeNT OTCYTCTBYIOIIMM B3MIsAA. [lo 3akimiodeHHsM CHENUaaucToB, Yy TNpodaHaa
MPUCYTCTBYET TYrOyXOCTb, YaCTUYHAsI aTpodusl 3pUTEIbHBIX HEPBOB O0OMX TIJIa3, TUIIOKCUYECKU-
uIeMuueckas dSHiedanonarus ¢ y4acTKaMH KHCTO3HO-TJIMO3HOM aruta3ud KOpPhl TEMEHHO-
3aTBUTIOYHONM OO0JAcTH, OTKpBITas CMEIIaHHAas KOMIICHCHPOBaHHAs ruapolredanus, 3aMenicHue
MHUEJICHU3AI[MU TOJIOBHOTO MO3Ta, arpoduyYeCcKiue N3MEHEHHS JIOOHO-BUCOYHBIX OT/ICJIOB, BTOPUYHAS
BEHTPHUKYJIOMET AN, TUTIOTIIA3HUsI MO30JIUCTOTO Tella aTpOPUIECKUE H3MEHEHHS MO3KEUKA.

Pesynbrarsl

Humozenemuueckan ouaznocmuxa
Hamu Obuto  mpoBeneHO KapUOTHUIIMPOBAHWE CTaHAAPTHBIM METOJOM Ha Meradazax C
ucnonbs3oBanueM G-okpacku ¢ paspemienueM 10 300-500nuckperHpix G-CErMEeHTOB Ha KapUOTHIL.
[{uToreneTnueckuii aHaan3 BBIABUI JOMOJHUTEIbHBIM T€HETUYECKUN Mareprall B JJIMHHOM IJIEYe

XpOMOCOMBI 1 HEH3BECTHOTO MPOUCXOXKIACHHS (pHC. 2).
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Puc. 2. Kapuotun npobanma (G-oxpacka). B mimHHOM miiede XxpoMocombl 1 oOHapyXeH

I[OHOJ'IHI/ITGJ'IBHHﬁ TCHHBIN Marepuall HCU3BECTHOI'O ITPOUCXOXKIACHMS.



[Ipy MOAOGHBIX CTPYKTYPHBIX aHOMAIMSIX HEOOXOOUMO TPOBEIECHUE IUTOTCHETUYECKOTO
oOcClieIoBaHHsI POAMUTENEH, YTO TO3BOJIAET OINPEICTUTH, SBISIOTCS JH POAUTENH HOCHUTENISIMU
cOaaHCHPOBAaHHOW XPOMOCOMHON MEPECTPOUKH, WK K€ aHOMaJHsl y peOeHKa Bo3HHKIa de novo.
B pesynbrare kapuoTunupoBaHHUs y Marepu peOEHKa oOHapy)KeHa MPOM3BOAHAS XPOMOCOMBI 7 C
MEPULICHTPUYECKON MHBEPCHEN M OTCYTCTBHEM YAaCTH T€HETMYECKOTO Marepuania, KOTOpPbIH, MO-
BUIAMMOMY, OblT mTepeHeceH B xpomocomy 1. CremoBarenbHO, y Marepu HalOmonazach
cOamaHCcUpOBaHHAsE XPOMOCOMHAas TNEpecTpoiika, He UMEIoIas KINHUYECKOTO IPOSBICHHUS.
Kapuorumn npobanga (6oapHOM AeBoukn) ObuT onpeaencH kak 46,XX,der(1) ins(1;7)r.e. hparment
XPOMOCOMBI / MIPEJICTABJICH B TPEX KOMUSIX: JIB€ B MOP(HOIOTHYECKH HOPMAJIbHBIX XpOMOCOMax /-i
mappl M oxHa - B jaepuBaTHBHOM Xpomocome 1. Takum oOpa3om, peOEHOK uMeeT
HecOaTaHCHPOBAaHHYIO XPOMOCOMHYIO aHOMAJIMIO B BUJE YACTUYHON TPUCOMHUH IO XpoMmocome 7.
OpHako oOcCTajlcsd HEBBIACHEHHBIM BOMNPOC O KOHKPETHOM (hparMeHTe JTOH XPOMOCOMBI,
nepemiennieM B xpomocoMy 1, mockonbKy npu G-okpacke ydactku /021w 7931 uneHTUYHBI U
OIpefieNIeHue TOYeK pa3pbiBa B XpomMocome 7 mpu auddepeHnuanbHoM G-oKpamuBaHUN
HEBO3MOXKHO. DTOT BBIBOJI IMIOATBEPKAACTCS JIUTEPATYpPHBIMH JaHHBIMU. B yacTHOCTH, paHee ObLIO
OMMCAHO JIBa KJIMHUYECKH PA3IMYHBIX CiIydas C MpEeArnosaraeMod HIASHTUYHOW Tpucomueu /7d,
NpUYEM YKa3bIBa€TCs Ha BOZMOXKHOCTH OIIMOKH TPAKTOBKH YABOEHHOTO CEIMEHTA, T. K. Pa3INYUTh
dup (7)(g11-g22) dup(7)(q22-9q32)ipu G-okpacke HeBO3MOXKHO [32].

MonekynapHno-yumozeHemuuecKuii AHaaIu3

Jlns yTOUYHEHHMs] TOYEK pa3pblBa MpH JaHHOM CTPYKTYpHOW NEpecTpoilku HaMu ObLIO
MIPOBEICHO MOJICKYIIIpHO-IIMTOreHeTnYeckoe uccnenoanue (FISH muarnocruka) ¢ JJHK-30H10M
MCG-P-405-01na ygactok xpomocoMbl 7(21.3u3 komnekuuu cait-cnenupuueckux JJHK-30H10B
7ab0paTopuu UTOTCHETHKH W TeHOMUKH Tcuxmueckux 3adonesanmii HI{I13 PAMH [1; 3; 5; 39;
43]. ®parment 7021.3ocrancs B mepecTpoeHHON Xpomocome 7 (puc. 3). AHAIU3 PE3yJbTaToB
MOJICKYIISIpHOTO aHain3a M G-OKpaluBaHMs CBUAETENBCTBYET O TOM, 4YTO B XpoMocomy 1
«repemén» ydactok 7021, pacnonoxxeHHblii mpokcuManbHee ydactka 7(21.3.11o manubeim FISH-
JTUArHOCTHKHU, y4acTok 7/ (21.3 ocrancs B MepecTpOeHHOH XpoMmocome 7, a B xpomocomy 1
nepemectuiics pparmeHT 7031 puc. 3). Takum oOpa3oM, ONMUCaHHAs TIEPECTPOIKAa UMEET YEThIPE
TOYKH pa3pbiBa B XpoMocoMme 7: B Jokycax npu uHBepcun: P11.2,q11.231 npu uncepuuu 7922 -
32 B xpomocomy 1. CrnemoBarenbHO, KapUOTHII Mareépd MOXKHO  3allACaTh  Kak
46,XX,ins(1;7)(932;922932),inv(7)(p11.2;011.23): yu€ToM STHX MaHHBIX KAPHOTHII JAOYEPU
Bepudunmpyercs kak 46,XX, der(1) ins(1;7)(q32;922932fakum o0pa3om, y 00JIbHOr0 peOEHKA

BBISIBJICHA YACTUYHASL TPUCOMHUS 110 JITMHHOMY IIJIEYy XpOMOCOMBI 7 B cermeHTe 7 22-032.



Puc. 3. FISHaunarnoctuka (kapuotun marepu). Curnan caiit-cnenuduunoro JIHK-30m1a
(3eneHbBIC TOUKM) HA y4ACTOK XpOMOCOMBI7(21.3uMeeTcs B HOPMaabHON XpoMocoMe 7 U OCTaéres
B juiuHHOM 1ieye der(7).

Oo6cyxnenue

B nwurteparype ommcano okono 50 ciydyaeB YacTHYHOM TPUCOMHUHU JJIMHHOTO IuIeda
xpomocombl 7 [25; 30; 32; 41]Bce oM KacaroTCs AYIUTMKAIIMKM Pa3HBIX CETMEHTOB U OTJIMYAIOTCS
BapralOeIbHOCTHIO  OMUCHIBAEMBIX KIMHUYECKUX TMPU3HAKOB. MHOTUMH aBTOpaMH  OBLIU
MPEINPUHITHl  TIOMBITKA CHCTEMAaTH3allii JaHHBIX XPOMOCOMHBIX aleppainuii ©u MOHCKa
Kkoppensauuil penorun-renotun. Hampumep, ObLJIO BBICKA3aHO MPEIINONIOKEHHE O HAJUYUU JBYX
Pa3HBIX XPOMOCOMHBIX CHHIPOMOB C YaCTHYHBIMH IYIUTHKAIMSIMH Xpomocombl 7( [25]. [TepBbiii
MpenoiiaraéMblii  CHHIPOM BKIIOYANl AYIUIMKAIUIO JUCTAIbHOTO cermeHta /(31-qter c
KIIMHUYECKUMU TIPOSIBJICHUSIMHA B BUJIE HU3KOTO BECa W POCTa MPHU POXKICHUH, aHOMAIIMK depena,
OTCYTCTBHSI MHUKpoledanuu, a TakKe XapaKTepU30BajlCs HUZKOMOCAKEHHBIMU  YHIIHBIMU
pPaKkoBHMHAMHU, aHOMAJHUSIMU MBIIIEYHOTO TOHYCa M YMCTBEHHOM OTcCTanocThio. BTopoil cuHapom
ObuT acconmupoBaH ¢ Tpucomuerr 7021(22)- q31lu PeHOTUNMUUESCKUMHU TMPOSBICHUSIMU B BHIC
Y3KHMX INIA3HBIX ILEJIeH, SIIUKaHTa, YIUIOIEHHOIO IIEPEHOCH, 3a1epKKOU pOCTa, THIIOTOHUER. B TO
xe Bpems Novales et al. [25upu ananmse nUTEpaTypHBIX JAHHBIX YCJIOBHO Pa3CiIHIA BCEX

MAlMEHTOB C YaCTHUYHON TPUCOMHEN MO JUIMHHOMY IUIeYy XPOMOCOMBI / Ha Tpu Tpymmbl. (s

6



HmarueHToB ¢ aymmmkanuedn 7Q21(22)- 31, otHecéHHbIXx K rpymme 1, ObLIM XapaKTEPHBI
ornpeaesi€HHbIe JTUIeBbIe aHoManuu (y3KHE TIa3HBIC IIENH, SMUKAHT, CTPaOU3M, TUIEPTEIOPH3M,
n00Hast 60po31a), YMCTBCHHAsT OTCTANIOCTh M TMIOTOHMS. [lariMeHThl 2-i TPYMIbI ¢ qyTUTMKAIueH
7Q31-gter umenu HU3KUE BEC MPH POXKACHUM U JIMIEBbIC aHOMAa MU (y3KHe IVIa3HbIC IICIH,
TUIEPTENIOPU3M, MAaJeHbKUH HOC, HU3KOMOCAKEHHBbIE AePOpPMHUpPOBAHHBIE YIIHBIE PAKOBHUHBI,
MUKPOPETPOTHATHIO, PACIIEINHY HEOA), YMCTBEHHYIO OTCTAJIOCTh, CKEJICTHBIC aHOMAJIMH, PAHHIOKO
CMEpPTHOCTh. TPEThIO TPYIITY COCTABUIIM MALUEHTHI C TPUCOMHUEH TI0 JIOKyCcy 7Q32-qterc Hu3KuM
BECOM TMpPH POXICHHUH, JHUIEBBIMH JUCMOPDUAMEH (HH3KOMOCAKCHHBIC YIIHBIC PAKOBHHBI,
MaJICHbKUH HOC), CKEJICTHBIMH aHOMAJIHSMH, THIIOTOHHCH, YMCTBEHHOW OTCTalOCThIO. Ilo3xke
Courtens et al. (2001pnucanu 4eTBEPTYIO Tpynny MNAIMEHTOB, UMEIOIIUX TPUCOMHUIO IO
¢bparmenty 7021(22)-qter [14]. deHoTun NaHHBIX MAKUECHTOB XapaKTEPU30BAJICS JHIICBBIMU
aHOMAJTHSIMU (BeICOKHE 7100, TUIIEPTENIOPU3M, MUKpOTHATHs, HU3KOMOCAKEHHBIE
neGOpMUPOBaHHBIC VINHBIE PAKOBHHBI, paciieJnHa HEOA), KOPOTKOW Ileci, T'MIIOTOHHEH,
CKEJICTHBIMHM aHOMAJIHMSIMH M paHHEed cMepThio. OJHAKO YaCTHYHBIC TPUCOMUU OTPAHUYHUBAIOTCS HE
TOJILKO MEPEUUCIICHHBIMHY BbIIIE rpynnamMu. OJJHU aBTOPHI OMKUCATN KIHHUYECKYIO XapaKTEPUCTUKY
TPUCOMHUHU TIO MPOKCUMAJIbHBIM pailoHaM UIMHHOTO IJieda XPOMOCOMBI 7, a JIpyrue - mo Oonee
mucraiabHbM [8; 18; 21; 28; 37].

B tabn. 1 cymmMupoBaHbl KIMHHYECKHE OMUCaHUs 36 MalMeHTOB, MOJYYEHHBIC Pa3HBIMHU
aBTopamMu. MBI MOCTapaliuch MPEICTABUTh BCE CIIydad YAaCTHMYHOW TPUCOMHUHU 7(], H3BECTHBIE K
HACTOSIIIIEMY BPEMEHM, OHU CHCTEMaTH3MPOBAHbI 0 CErMEHTaM, y4acTBYIOIIUM B TPUCOMHUH /(.
AHanu3 3THX JaHHBIX HE OOHApYXKWJI CEpPhE3HBIX pPA3IUYUil MEXIy BapHaHTaMU TPHUCOMUI
JUTMHHOTO TIjIeYa XpOMOCOMBI 7. 3a7iepKKa YMCTBEHHOTO Pa3BUTHsI XapaKTEpHA JIJIsl BCEX CIydacB
TpUCOMUU 7(], TaK € KAaK HHU3KAW BeC TpPU POXKICHUU, HAIWYHE MepeaHed Oopo3asl U
HU3KOIOCAKEHHbIE YIIHbIE pAaKOBUHBI. OJHOBPEMEHHO C 3TUM THUIOTOHMSI, KOTOpas XapaKTepHa
s Tpucomun (22-qtern q33-qterscrpedaercs npu ynBoeHusx ¢pparmentoB 32-qtem 22-931,
HO otcyrcTByeT mpu (31-qter. Panusis cmepTh (B TepBbI Tox KW3HHM) ObUIa BBIIBICHA Y
nanueHToB ¢ (Qparmentamu (22-qter u q31-qter, uto He OBUIO BBIABIEHO Y OONBHBIX C
BOBJICUCHHEM OoJiee TUCTANbHBIX (pparmMeHTOB (Tadm. 1). Y 1eBOYKH, ONMMCAHHOW B HACTOSINEH
paboTe, 4YacTh KIMHUYECKUX INPU3HAKOB COBHATa C (PEHOTUNUYECKUMHU MPOSBICHUSAMH TMpU
OPYTUX TPUCOMHUSIX JJIMHHOTO Tuieda xpomocombl /. [Ipexkme Bcero, 3To Kacaercs yMCTBEHHOM
orcranoctu. OIHAKO ATOT MPU3HAK XapaKTePeH Ui OOIBIIMHCTBA XPOMOCOMHBIX mepecTpoek. C
Pa3HOM CTENEHbIO YaCTOTHI PEXKE BCTPEUaroTCs 1e(opMalins roloBbl, aHOMAJIUU CKEJIETa, SMHUKAHT,
HU3KOPACIIOJIOKEHHBIE JIe(OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI, JUIMHHBIE PECHUIIBI, MAKPOTIIOCCHS,

3aJiepKKa IICHXOMOTOPHOTO M PEUCBOTO Pa3BUTHS, TUIIOTOHUS (Tadm. 1).



Tabnuna 1. Knuandeckne 0COOEHHOCTH YaCTHYHOW TPUCOMHH /(.

Yucno Cerment Huskuii Maxkpo- | Onukant | Huskomo- | Crpabusm | ManeHbkuit Makpo- | Ilepennss | Ckenernele | I'mmoto- Pannsa | YMmcrBeH- | ABTOpBI
Clly4acB BEC IIpU L[e(i)aJII/I Ca>XXCHHBIC HOC TJII0CCUA 60p03;[a aHOMaJInnu HUA CMEPTH Has oTCTra-
poxe- A YIIHBIE JIOCTh
HUHA PAaKOBHUHBI
1 g11.22- | + + - + - - - + - + - Hoo [18]
ql1.23
2 qll-gq22 - + - + - - + - - - + Kardon [21]
3 gll-qgter + - + + + - + + - - + Wahrman [40]
4 gq21.222.1 | + + - + + - + + + - + Lukusa[22]
5 g21.12- + - - + - + - - - - - Humphrey [19]
q31
6 g21.2- + + + + + + - + Weimer [41]
q31.31
7 g22-g31 - + + + + - - - - - + Grace [17]
8 g22-g31 - + - + + - + - + - + Berger [10]
9 g22-g31 + - + + - - + - + - + Serville [29]
10 g22-g31 + - - - + + - + + - + Megarbane[26]
11 g22-g31.2| + + + + + + - + + - - + Romain [28]
12 g22-932 - - + + - + + + - + Hacrosiumii
cJyydait
13 g22¢34 + - + + + - + Stratton [35]
14 q22-qter | + + - - - - - + + + + Rodriguez [27]
15 g22-gter + - + - - + + - + + Carpenter [13
16 g31-gter + + - + - + - Alfi [6]
17 g31-gter + - + - + + Vogel [38]
18 g3lgter + + - + - + Al Saadi [7]




19 g3lgter - - + + - + + + + Berger [ 11]

20 g3l.2-gter| - + - + - - + + - - + Rodriguez [27]

21 g32-gter + - - - + - + - - + Newton [24]

22 g32-qgter + - + - - + + - - + Bass [9]

23 g32-qgter -I+ +/- +/- -/- +/+ -/+ -/- +/ +/- -I- +/+ Moric-Petrovic*
(23]

24 g32-qgter I+ +/ -I+ -/ I+ -/ +/- +/- -/ +/+ Msor *[42]

25 g32-qgter + + + + + - - + + - + Schmid [33]

26 g32-qgter + + + - + + + - + Schinzel [31]

27 g32-gter + - + - + - + - + Felding [16]

28 g32-gter - + - - + + + + - + Novales [25]

29 g32-qgter + + + + + + + - + - + Scelsa [30]

30 g33gter - + + + - + + - + - + Bartsch [8]

31 g33-gter | - - + + - - - - + - + Turleau [36]

32 q34qter | +/+ +/- -+ ++ -1+ ++ -/ -I- ++ -1+ -/- T Romain*[28]

33 g364ter - + - - - - + - - - + Verma [37]

* - KJIMHHMKA JIByX MAIlMeHTOB C UJIEHTUYHOMN TpucoMuel 7(; «+» -pU3HaK MPUCYTCTBYET; «->» -TPU3HAK OTCYTCTBYET



HaunGonee OMu3kuMH CirydasiMd TPUCOMHH 7 (], TEPEKPBIBAIOIITUMHU y4acTOK 7 22-032KaK y
Hamero npobanaa, sBsoTes 7(22-031. Mbl He OOHapyXuiau CTpabu3M, MaJeHbKHHA HOC,
nepenHo 0opo3ny. OnHAKO CKeNeTHbIE aHOMAIMKM U MAaKpOIJIOCCHsl OBUIM BBISIBICHBI TOJIBKO Y
npoOaH/a, omrcaHHOTO B Hamiedl pabdore. CrennduuecKkuMH OCOOCHHOCTSIMHU HAIETro Cirydas
MOKHO CUHMTATh JUIMHHOE TEJIO MPHU POXKICHUH, TYTOyXOCTh U YaCTUYHYIO aTpo(uio 3pUTETbHBIX
HEPBOB, CBUCTENBCTBYIONNX 00 OPraHMUECKUX MOPAKEHUSIX MO3Ta.

Takum 00pa3oM, MOXKHO MPEINOJIOKUTH, YTO Y peOEHKa C XPOMOCOMHON aHOMaJHEH,
BIICPBBIC OMHCAaHHOW B HACTOSIIECH padoTe, MPEACTABICH HOBBIH BapHaHT XPOMOCOMHOM
MaTOJIOTHH, OOYCIIOBJIEHHBIN JOMONMHUTEIBHBIM (pparmMeHTOM 7(22-032,TpaHCIONUPOBAHHBIM B
JUIMHHOE IJIEY0 XPOMOCOMBI 1 M CTaBIIMM NPUYMHON YAaCTUYHOM TPUCOMHHM XPOMOCOMBI [/ IO
3TOMY JIOKYCYy. HeoOxoaumMo Takke OTMETHTh, 4yTo B padore Caic coaBropamu B 2001romy ObL1
OTMHMCaH 3JI0POBBIM MYXYHMHA - HOCHUTENb  HWHcepiuu (22-032, uell KapuOTHUI OCJIOXKHEH
JIOTIOJTHUTEIBHON TIEPECTPOMKON XPOMOCOMBI 7 B BHIC TpaHCIOKanuu (cOamaHCHPOBAHHBIN
kapuoru) [12]. Ero cemelinblii aHaMHe3 OBbUT OTSTOIIEH YETHIPbMSI CHOHTAaHHBIMU a0OpTaMu U
JIBYMSI KUBOPOXKIACHUSMU C JIETAIBHBIM MCXOJOM 4Y€pe3 HECKOJIIBKO MHUHYT IOCIIE€ POXKIEHUs, a
XPOMOCOMHBIN CTaTycC IJIOAOB HE ObLT ycTaHOBJIEH. [103TOMy HEBO3MOXKHO clenaTh BBIBOABI 00
abeppalusax, UMEBUIMXCS Y HUX U MPHUBEALINX K TaKOMY pe3ynbraTy. B To ke Bpemsi mHcepius
marepuana xpomocombl 7 (7022-032)B xpomMocomy 1, BbI3BaBIlIass XpPOMOCOMHBIH AucOaiaHC y
Haiero npobanja, nepeaana eMy marepbio. OHaKO MPU KApUOTUIIMPOBAHUU MaTepH y He€ Oblia
oOHapy)KeHa ellle IOMOJHUTEIbHAs XPOMOCOMHas alOeppaiusi (MHBEPCHsI), 3aTPOHYBIIAs YKe
MepPECTPOCHHYIO XpoMocomy 7. [IoaToMy TeHHBIN COCTaB ACPUBATUBHOM XPOMOCOMBI / Y MaTrepu
XapaKkTepu3yeTcs, M0-BUMMOMY, OTHOBPEMEHHOH NOTepel 1 nepeMerieHrneM yyactka 70922-0328
xpomocomy 1 ¢ MHBEpCHEW AJIMHHOTO IIe4a XPOMOCOMBI /. MOXXKHO IPEANON0KUTh, YTO CTOJIb
CIIOKHAsE CTPYKTYpHasl MepecTpoilka Momia BO3HUKHYTH Mod3TanHO. OJHAaKO cKa3arh, Kakas
abeppalys NEpBHYHA, HE TMPEACTABISETCS BO3MOXKHBIM. Marb, HOCHUTENbHHIIA CTONb CIOXKHOMN
XPOMOCOMHOM TIEPECTPOUKH, SBISETCS €AMHCTBEHHBIM PEOEHKOM B CEMbE. YUUTHIBAS CIOKHOCTh
BBISIBJICHHON CTPYKTYPHOM XPOMOCOMHOMW IIATOJIOTHHU, MOXKHO IIPEAINOJIOKHUTB €€ Cerperanuio u3
MOKOJICHUS B TTIOKOJICHHE B TAaHHOW ceMbe. B ceMeliHOM aHaMHe3€ y MaTepu, HapsiAy ¢ pOKICHUEM
Jnodepel, 3aperucTpUpOBaHbl JABa Ciydyash CaMOINPOHM3BOJILHOTO TpEphIBaHUS OEpEeMEHHOCTH.
BeposiTHO, 3TO CBsi3aHO ¢ HecOATaHCUPOBAHHBIM KapHOTHIIOM IIPU HACIEIOBAHUU JIEPUBATUBHON
xpoMocombl 7. CTOJNb CIOXKHBIE CTPYKTypHBIE COaJaHCHPOBAHHBIE XPOMOCOMHBIE MEPECTPOIKU
ponuTenel, mpeacTaBiIeHHbIe BhIE, penku. [lo nureparypHbIM NaHHBIM, AETH, KaK MpPaBUIIO,
HACJIEYIOT YaCTUYHYIO TPUCOMHIO /( OT Marepu WM OTLA, HOCHUTeNel cOalaHCHUpOBaHHOMN
TPaHCIIOKAINH, pexke uHcepuu wim uaBepcun [17; 25; 30; 32; 41]Pogurenu HE3aBUCHMO OT
10Jla, TPEANOJIOKUTENBHO C OAMHAKOBOM BEPOATHOCTBIO, MOTYT OKa3aTbCsl HOCHUTEISIMHU

10



noA00HbBIX abepparuii. [TosiBIeHHE YaCTUYHON TPUCOMHHM 7( TaKke BO3MOKHO de NOVOHarpumep
IpY yIBOCHUH (IYIUTMKAIIMU) OTHOTO M3 ()parMeHTOB JUIMHHOTO IUIEYA ATOH XPOMOCOMBI (TalIl.
2).

Tabnuna 2. BapuaHTsl XpOMOCOMHBIX TIEPECTPOSK C YACTUIHOM Tpucomuen /(.

Iopsia- | CermeHT Kapuorumn npobansia ¢ 4acCTHYHOM TpUCOMHUECH Mertonsl ABTOp
KOBBIT 7q WCCIICIOBAHMS
HOMEp
1 7(q31-qter) 46,XY,der(14)t(7;14)(q31;qgter)pat ofpainnBanue Alfi et al. [6]
2 7(q31-qter) 46,XY,der(5)t(5;7)(935;q31) pat ofpammBanue Al Saadi et al
[7]
3 7(q31-qter) 46,XX,der(9)t(7;9)(g31;p24)mat éxpammBanue Berger et al.
[11]
4 7(q21-qter) 46,XX,der(d)t(4;7)(g35;921.2)pat ofparnBanue Courtens et al.
FISH [14]
5 7(q32-qter) 46,XX,der(12),t(7;12)(q32 ;qter)pat -dBpalBanue Couzin et al.
[15]
6 7(q32-qter) 46,XY,der(18),t(7;18)(q32;923)mat ofpainBanue Couzin et al.
[15]
7 7(922-g31) 46,XX,dup(7)(922;931.3) de novo G&kpaiuBanue, Megarbane et
FISH,CGH al. [26]
8 7(q32-qgter) 46,XY,der(2),t(2;7)(q37 —q32)pat ofpainBanue Schmid et al.
[33]
9 7(q32-qter) 46,XY,der(5)t(5;7)(935;932) de novo -okpalinBaHue, Scelsa et al.
FISH [30]
10 7(g921.2- 46,XX,der(10)t(9;10)(p13;923),der(9)ins(9;7)| G-okpainBanue Weimer et al.
g31.31) (p13;921.2-931.31)mat FISH,CGH [41]
11 7(922-932) 46,XX, der(1) ins(1;7)(932;q22932)mat G-oxkpamuBanue, | Hacrosmmii
FISH cayyai

OOHapykeHHass HaMH dYacTU4Has TpucomMus 7022- 32,y pebEHKa C yMCTBEHHOU
OTCTaJIOCTbIO M AaHOMAJUSMHU DPA3BUTHUS MPEACTABISAETCS YHUKAIBHBIM CIydaeM Kak ¢ y4&ToM
TOYEK pa3pbiBa, (POPMUPYIOMMX CETMEHT, TaK W CEMEWHOW XPOMOCOMHOM TIEPECTPONKH.
BrisiBnenne cbOamaHcupoBaHHOW aleppauuu y Marepd OOJBHOTO peOeHKa B JalbHEHIIeM
OINPENENIUT TAKTUKYy MEIUKO-TEHETUYECKOTO KOHCYJABTUPOBAaHMS JAaHHOW CEMbU B Cllydae
MTOBTOPHOM O€pEMEHHOCTH.

Takum oOpa3oM, HCIOJB30BaHHE ITUTOTeHETHYECKOoro aHanmu3a u FISH-mmarnHoctukm y
NAIMEeHTa ¢ aHOMAJHMSAMH Pa3BUTHUA M YMCTBEHHOH OTCTaJOCTBIO IMO3BOJIMJIO TOYHO ONPEAETHTH
CIIOKHYI0O ~ XpPOMOCOMHYIO  MaTOJIOTHI0O W OOOCHOBaTb  HEOOXOAWMOCTH  MOJIEKYJISPHO-
LUTOTEHETUYECKOW JMArHOCTUKU TMOAOOHBIX ciy4yaeB. [IpyM KIMHMKO-TEHETUYECKOM aHau3e
JAaHHOM a0eppaluy U CpaBHEHHUH ¢ 35 paHee OIMyOJWKOBAHHBIMU CITydassMH YaCTUYHOW TPUCOMHH
70 MBI HE HaIUIM SICHBIX KOppENsuuil (EHOTHI-TE€HOTHUI, KOTOpbIE MOMOIIM Obl BBIYJICHUTH
CHHJpOMAaJIbHBIE (POPMBI YaCTHUHBIX TpHcOMHUil Xxpomocombl 7 (7¢g2>ter). OmHako HEOOXOAMMO
OTMETUTh, YTO OOBEKTUBHOE CpaBHEHHE TI'E€HETHMYECKHX OCOOCHHOCTEH M YTOYHEHHE TOYEK
paspbiBa ¢ uJeHTU(UKAlMEH BCEX TEHOB, BOBJIECUEHHBIX B abeppallid, BO3MOXKHO JIMLIb MpPU

HCIOJIb30BAHUHN COBPCMCHHBIX TEXHOJOTUM II0JITHOT€HOMHOIO CKaHUPOBaHUA Ha OCHOBC ILHK-
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mukpomarpur; (array CGH) [4; 20].IlosroMy manpbHEHIINH MOJEKYISPHBIAH aHaIU3 paHee
OMMCAHHBIX CIIy4aeB YaCTUYHBIX TPUCOMUH 7( TO3BOJMT OoOJiee JETATbHO OIpPENEIUTh
O0COOEGHHOCTM TEHETHYECKHUX HApyIIEHHH B KaXKAOM KOHKPETHOM CiIydae »JTOH pPeIKoi

XPOMOCOMOM MaTOJIOTHH.
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