ABEPPAHTHASA XPOMOCOMA 2g+ Y BOJIBHOI'O C CHHAPOMOM
MAP®AHA U NEJbI'EPOBCKON AHOMAJIMEN U Y ET'O JIOYEPU

A. H. Konvkos
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Cunnpom Mapdana, XapakTepHbIM NPHU3HAKOM KOTOPOIO  SIBISIETCS
apaxHOJAKTWIbHAS («ayybd MalbLibl»), B COYETAHUU C APYTHMMH IOPOKAMHU
pa3BUTHS KOCTEM KOHEYHOCTEHW, a Takke TJa3 (BBIBUX XpyCTalMKa M TMpO.)
OTHOCSITCS K PEJAKUM, TOMUHAHTHO HaclielyeMbIM 3a00JieBaHUSIM. XPOMOCOMHBIE
aHaJIM3bl, TPOBOAMBUIMECS PAJOM aBTOPOB MpPHU HEM, Jalud NPOTHUBOPEUYUBHIC
pesynbTaThl. Tak, J.Tji0O ¢ coTp. [7] U3 Tpex HM3YYCHHBIX UM OOJIbHBIX Y JBYX
OoOHapyXKUJl HEOOBIYHO JIJIMHHBIE CIyTHUKH Ha Xpomocomax 21 u 13; Takyio xe
KapTuHy ommcanu Ha xpomocome 21 H. Bartfeld, S. Morrill [2] u M. Pegoraro ¢
cotp. [6]. B. Kallen u A. Levan [4] otmeTiiu ykopouenue 21 u 22 XpoMOcoM y
YeThlpeX HaOMIOAABIIMXCA HWMU OONBHBIX; y JBYX H3 HHUX OBUIM TaKkxke
BapbUPYIOIINE OTKJIOHCHUS OT HOPMBI B JuinHE Xpomocombl. S. Handmaker [3]
OpU LUTOIEHETUYECKOM O0CiIeJOBaHUKM 8 OOJNBbHBIX HE HAlled Yy HUX HUKAKUX
XPOMOCOMHBIX HapyIIEHUI.

Hamu 65110 IpoBeIeHO U3ydeHHE KapuOTHUIa JUM(OIIMTOB KPOBHU B KyJIbTYpE
y OZHOIO B3pOCJIOro OOJIBHOTO, Y KOTOpPOro cuHapoM Mapdana coderaercs C
HACJICJICTBEHHON aHOMalMeld CEerMeHTaluu sjep HEeWTpo(pUIoB, OMHCAHHOU
[Tenbrepom (1926 r.) 1 HOCsIIIEH €ro UMSL.

Onucanue caydas. Myxunna 69 ner, pycckuii, poct — 181 cm, Bec — 50 kr. [Toctynun B
KIMHUKY C JKajo0aMu Ha TOHW)XXEHHOe 3peHue. B aHamHe3e — omepauuss MO MOBOIY
KpoBOTOYaIEeH 3Bl JKenynka B 1952 r. Peskoe ucromnienne, runoTpodusi MBIIIIEYHOW CHCTEMBI,
BEPXHHE KOHEYHOCTU HEMPONOPIIMOHAIBHO yIIMHEHBI; MalbIlbl PYK — XapaKTepHbIe («I1ayubu»).
Ha pentreHorpamMmMe — y4acTKU MpOCBETIICHUS B KOCTSIX 3aISICThsl 1 B OCHOBHBIX (pajlaHTax CTOIL.

B 06oux rina3ax — BBIBUX XPyCTaIHKa, OCJIOKHHUBIIUIICS BTOPHYHOM Ti1aykoMoit. Visus — a .
y

B KpOBH, IIpU HOPMAJIbHBIX YHCJIOBBLIX II0Ka3aTCIIAX, O6H3py>K€HI>I XApPaKTCPHBIC JIA
HeHLrepOBCKOﬁ adHOMAaJIMH 6I/ICCI‘M€HTI/Ip0BaHHHe H aCCTMCHTHPOBAHHBLIC HCﬁTpO(l)PIJ'IBI C
FPY6LIM KOHACHCUPOBAHHBIM AJPOM.

HpI/I O6CJ'I€,Z[OBaHI/II/I POACTBCHHUKOB YCTAHOBJICHO, YTO [J0Yb OOJIBHOTO CTpagacT
MaSITHI/IKOO6p33HHM HUCTAarMOM I'OpHU30HTAJILHOI'O TUIIA B COYCTAHUU C 6JII/I3OPYKOCTBIO.

[TenbrepoBckast aHOMaJIHsl, KK U3BECTHO CEMYaC, MOXKET HE COMPOBOXKAATHCS
HUKAaKMMH BHEIIHUMHU TMAaTOJOTMYECKUMHU TMposiBieHussMU. Hackonbko Ham
W3BECTHO, MPHU HEW HE OMMCAHO HMKAKUX XPOMOCOMHBIX HApyLIeHUH. Bo3MoOxHO,
YTO OHa OOYCJIOBJIEHA MyTallMel €JUHUYHBIX T€HOB, MPUBOJAIICH K BbINAJICHUIO
Kakoro-to (hepMeHTa, OTBETCTBEHHOI'0 32 CETMEHTAIIUIO /Iep HEUTPODUIIOB.

XpomocomHblii  aHaau3. lIpemapatel  XpoMOCOM  TOTOBWIMCH IO
MoauduimpoBaHHoil Meroguke Mypxena (1960 r.). Hns muddepenuunanbHOro
OKpallMBaHWsl ~ XpOMOCOM IO  JJMHE  ObUT  MOPUMEHEH  CJEAYIOIIHA



MOAU(UIIMPOBAHHBI HaMH METOJ OOpaOOTKM TMpenapaToB TPUICHHOM C
MOCJEAYIOIIUM OKpPAlIMBaHUEM UX PACTBOPOM [ mm3a.

3aduKcupoBaHHbIC, HO HEOKpAIICHHBIE TpernapaThl XpoMOcoM morpyxanu Ha 7-10 cek. B
0,002% pacTBOp TpPHIICHHA, 3aTEM OIOJIACKUBAIN B CTEPHUIIBHOM (DH3UOJIOTHUECKOM PAacTBOpE U
okpamuBainu kpacuteneM ['mmza (1 mu kpacku + 50 mur docdarnoro Oydepa ¢ pH 6,5) B
teyeHue 10 MuH.

BrisiBiasieMplii TakuM CHOCOOOM PHUCYHOK MOMEPEYHOM HMCUEPUYEHHOCTH Ha
XpPOMOCOMAxX, XapaKTEPU3YIOIIHUICS OINPEAEIECHHBIM HX YEpEJOBAaHUEM TEMHBIX
MOJIOCOK C 0oJjiee CBETJIBIMU YYacTKaMH, MO3BOJISIET MPOBOJUTH JAOCTOBEPHYIO
UIACHTU(PUKALIMIO  XPOMOCOM,  TIOCKOJIbKY  KaKJgass ~ mapa  FOMOJIOTOB
XapaKTEepU3yeTCs ONPEIEICHHBIM, TOIBKO €l CBOMCTBEHHBIM PUCYHKOM.

Pe3yabTarsl. [Ipu kapuotunupoBanuu 50 Metada3HbIX MIACTHHOK, KOTOPHIE
BCE UMeH 46 XpOMOCOM, OOHAPYKEHO JOBOJBHO PE3KO BBIPAKEHHOE pa3iuvue B
BEJIMYMHE JUIMHHBIX IUIEY W3 XpOMOCOM BTOpo#M mapel. Kpome TOro, pucyHok
MOJIOCOK HAa 3TUX HEOJMHAKOBBIX IO JJIMHE TUledax ObUT TOXe pa3nuyHbiM. Ha
0oJee KOPOTKOM HMMEIIUCh JBE TEMHbIE MOJIOCKHU, pa3/ielieHHbIe IUPOKOH, ci1ado
OKpAIlIEHHONM 30HOM (YTO COOTBETCTBYET PUCYHKY Ha JUIMHHBIX IIeYax
XpOMOCOMBI 2 y 3J0pPOBBIX JIOJei), a Ha Oojiee JJIMHHOM IUIeYe HMENHCHh JBE
y3KHE€ TIOJIOCKH, Pa3/ieJICHHbIE IIMPOKOH, CIa000KpaIIeHHON 30H01 (puc. 1 u 2).

XpOMOCOMHBIN aHanu3 MeTadasHbIX IUIACTUHOK B KYJIBTYpe JHUM(OIUTOB
KPOBH J04YepH OOJBHOTO Jajl TaKOMl K€ pe3yibTaT: HEOJAMHAKOBBIE MO JJUHE
IUIEYd U3 XPOMOCOM BTOpPOHMl Mapel W TAKOE M€ OTKIOHEHHE OT HOPMAJIbHOMN

KapTHHBI MOMIEPEUHBIX TOJIOCOK Ha OoJjiee JIMHHOM 1uiede (puc. 3).



BrisiBiieHHYI0 aHOManMiO OJHOM M3 XpPOMOCOM BTOPOW mHapbl MOXKHO
OOBSCHUTHh JMOO HEOoNWHAKOBBIM packpyuuBanueM JIHK niouHHBIX medeit
XpoMmaTu, MO0 Hajau4ueM B 0oJiee IJTMHHOM Iuieue U30BITOYHOTO XPOMOCOMHOTO
Marepuaiia, 00pa30BaBIIErocs B pe3yJbTaTe WX TPAHCIOKAIMKU WU TyTUIMKAIUH.
B nanHoMm ciyuyae TpaHCIOKalus, peIUIPOKHOTO TUIIA WJIH HEPELIMIIPOKHOT O, BPSJT
JU MOTJa UMEThb MECTO, MOCKOJbKY PUCYHOK IOIEPEYHBIX IMOJIOCOK Ha JIPYyroM
iede 3Toi XpoMocoMbl 00bIdeH. OcTaeTcs MPeanoioKuTh, YTO O0JIee BEPOSITHHIM
MPOLIECCOM, TMPHUBEAIINM K TOSBICHUIO M30BITOYHOTO MaTepuaja Ha JIMHHOM
iede OJHOM U3 XPOMOCOM, ObUIa IyIUIMKAIMS, BO3HUKINAS TEPBUYHO B
pe3yJbTaTe HEPABHOTO KPOCCHHTOBEpA B MEPBOM JeleHUU Meio3a. CaBur B
npodasze MmepBOro ACNCHUS NIBYX Ha OIPEACICHHOM YYacTKE KOHBIOTHPYIOIIEH
XPOMOCOMBI TOMOJIOTUYHBIX JIOKYCOB IO OTHOIIEHUIO APYT K APYTy MOT IIPUBECTH
K AYIUIMKAllMA Yy4acTKa, PacIlOJOKEHHOTO MEXIY JIBYMsI TEMHBIMH IMOJIOCKAMU B
cepequHe IJIMHHOTO Iuleya 3ToM xpomocoMmbl. Crabasi okpacka B ITOM 30HE
CBUETENbCTBYET 00 oTcyTrcTBUM B Hel catemummtHoil JIHK, ¢opmupytomeii B
XpOMOCOMaxX reTePOXpPOMATUUYECKUE palioHBlI, cojieprKallue cepuu
HEMEHISTUPYIONTUX TEHOB C MAJIBIM U CXOJHBIM reHeTndeckuM s dexrom [1].

Koneuno, pacmonaras Bcero ogHUM HAOIIOJEHUEM, MOXKHO TOJIBKO C OYEHBb
OOJBIION OCTOPOKHOCTHIO BBICKA3aTh MPEINOIOKEHHE O COCEJCTBE B JUTMHHOM
IJIe4e XPOMOCOMBI BTOPOW Tapbl TEHOB, HECYITUX WH(MOPMAIMIO O CETMEHTAINH
sanep JEWKOLMTOB M HApYIIAIONIMX JAESITeNbHOCTh TJIa30/IBUTATEIbHOTO HEpPBa.
Hakomnenue B OyyIieM HOBBIX Pe3yJbTaTOB IUTOTEHETHYECKOTO aHAIN3a y JIUII,
CTpaJlalouX TMOJO0OHBIMU (OpMaMH HACIEACTBEHHOW MATOJIOTHH, HECOMHEHHO,



IIPUBEJIET K PACIIMPEHUIO MPEACTABICHUM O MPUPOJE U XAPAKTEPE CBSA3AHHBIX C
HUMH XPOMOCOMHBIX HAPYIIECHUN.
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XPMOCOMAUN MYHXAPU®H 20+ JAP ITAXCHU MYBTAJIO BA
JAPIN MAP®AH BA HOXAHYOPUMU IIEJIBI'EP BA JTAP IYXTAPA Y

A. H. KoHpk0B

Jlap makona MablIyMOT nap Oopau mgap SK Mapaud MyOTanmo Oa Kacaauu
apaxHOJakTWwmsa («maH4anm aHkabyT»), ku 00 HoxaHuopuu [lemprepun
JTEWKOLMTXO MyIITapak Oy Ba Jap JyXTapu 0a HUCTArM (Jap3uilyd JOUMHUHU YaIliM )
Ba HA3JUKOMHUH MOJAp301 TUPUPTOPH ¥ €T IyaHu CypaTH ralpuMyKappapuu
pax-paxxou KyHIaJIaHTH SKe a3 XxpoMocoMmau 4yt 3ukp mMe€ban. XuciaTu cypaTtu
MasKyp, ki gap Hatudau 00 maxiynu 0,002% TtpuncuH xop kapaa G6apomamgaHu
IpenapaTxou MUTOTCHe3 W MaiI0 rapaud, 1ap XpoMocoman 20+ maaapy JayXxTaparl
K xen Oyn. TaxMuH MepaBajl, KU paxu cepbapu KaMpaHTH Jap MUEHAW 003yXou
napo3u xpomocomau 2Q+ EdTmryma ydacTkam JyKyImIam XaMHUH XPOMOCOMa
Mebomman. bowcn HOXaHYOpPHH XpOMOCOMA, 3XTHMOJ, KPOCCHHTEpH (TaKOTYH)
HOOapoOap mgap Meii3 Oormra.

ABBERANT CHROMOSOME 2g+ IN A PATIENT QIHT MARFAN’S
CYNDROME AND PELGER’S ANOMAL AND IN HIS DAUGTER

A.N. Kon kov

An unusual banding pattern in the longer chromosome of the 2-nd pair was
found in a patient with arachnodactylia associated with Pelger’s anomaly and in his
daughter who had inherited nystagmus and myopia. The pattern of the bands
appeared after the treatment of cytogenetic material with 0,002% trypsine solution.
It was identical in the chromosome 2q+ both of the father and of the daughter. The
author supposes the broad lightly painted band in the middle of the long arms of
the chromosome 2q+ to represent a duplicated area of the same chromosome due
to unequal crossing-over in meipsis.



