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CJIYUAW «TPUCOMHH X>»

B nacrosilliee BpeMsi U3BeCTHA TpyIlla XPOMOCOMHBIX H0Je3Hel, B OCHO-
BE KOTOPBIX JIEXKAT pa3HooOpa3Hble HapyUIeHHs KOMIIJIeKca [0JO0BBIX XPOMO-
coM. BuigBjeHue u u3yueHHE XPOMOCOMHEIX OoJie3HEll fBJIsieTCS OJHUM H3
A4KTyaJbHEIX BOIPOCOB COBPEMEHHON UHTOICHETUKH.

Kaxkpoe xpomocoMuoe 3a00JieBaHNE HMEET XapaKTepHble CUMIITOMEI, He-
CMOTPS Ha 3HAUUTEJbHBIY KJAMHUYECKUH nonuMophusM ux nposiBienus {6, 7,
9, 19], mpuunHa KoToporo eile Hen3BecTHa. PeHOTUNHYECKUI MONUMOPHUIM
0COGCHHO PE3KO BEIpazKeH IIPH CHHAPOME «TPHCOMHUS X», TBJASIOIIEMCS OJHOMH
U3 opM IOJHCOMUH, BBISIBJEHHE KOTOPOTO YHCTO KJIHHHYECKHMH METOAaMu
HeBO3MOXKHO. JKeHHIMHEI ¢ 3THM CHHIPOMOM He BCerja GHIBAIOT CTEPUILHBI-
Mu. Yacts ux obsajaer ClOCOGHOCTBIO JETOPOXKAEHHS, UTO JAET BO3MOXK-
HOCTH JloKasaTb HACJEJACTBEHHYIO 3THOJOIHIO cuuapoma [6, 7, 19]. Crarucru-
Ka CHHApOMa «TpHcoMusi X» MeHee TOUYHa, ueM cuHApoma Kiadindeabrepa,
OJHAaKO M3BECTHO, YTO CHHAPOM GOJibllie BCTPEUYAETCs CPelH YMCTBEHHO OT-
CTaJblX JIOAel, 4em B HOPMa/JbHOH mnomyasunu. CBA3b MEXKAY 3afePKKOQ
YMCTBEHHOTO Da3BHTHS U CHHAPOMOM <«TPHCOMES X» J0Ka3aHa MHOTOYHC-
JeHHBIMM aBTOpamu [4, 8, 9, 10, 11, 14, 15, 17, 19].

JKeHIIMHBL ¢ TAKHM KOMIUIEKCOM MOJIOBBIX XPOMOCOM ObLIH HCCJIEJ0Ba-
BBl [IxekoGcom u ap. [6, 7] ‘

B nacrosuem cooOLIeHUM HaMM CIHCAH CAydYall «TPHCOMHH X» Y yM-
CTBEHHO OTCTAJOH KCHINUHB, 00HAPYXKEHHOH Mpu 00Cael0BaHUN OOJLHLIX B
EpeBaHckoM pecny6iHKAaHCKOM HEBPO-NCHXUATPHUECKOM AHCIaHcepe. Boab-
Hag A, 38 ger, BaxoxuTcs oA HaGMIOAEHHEM Bpauyell MCHXMATPHUECKOTO
aucnancepa ¢ 1960 r. ¢ amarHosom, onurodpenusi (IeGuabHOCTb). DosbHasd
poctoMm 157 cm u Becom 50 Kr pop B CPCK H OBlLIa BTOpOi GepeMeHHO-
CTbIO MaTepH. BepeMenHOCT TPOTCHNG eq BUIMMBLX orkaonenuit. C ma-
AbIX JieT OoJIbHAas OTCTaBaja B yMTTBEHHOM Pa3BHTHH. YYHJIach A0 BTOPOro
K1acca ¢ 6oaboi TpyJHOCTbIO. [lepeiitcila MEHUHFKT, NOC/IE UETO COCTOSTHH®:
VXYAUIHAOCE. e T

JIuno 6oJIbHOM yA/HHEHHOE, CVX0e, MOPIIHHNACTO, ¢ LINPOKHM J00M, BO-
Jocel MArkne. HacTHuHo Kocorsasasi, obnanaer ¢aabbiM 3peHHeM M Tyra Ha
GIHO yX0. 3aMeyaercs cpaBHUTENLHO KOPOTKUe (ajaHry NaJjbleB, KoXa Ha
KHCTSIX MopliwHucTas. MoJsounble kemesbl ¢1aGo pasBHTH, COCKH MaJjeHb-
kue. HezamyxeMm, HO MMeeT cTpeMJeHHe K HPOTHBONOJNOXKHOMY IIOJY, MEH-
CTpYaJbHBIA UHMKA HapylleH (BTopuunasi ameHopes). Mmeer HeBpos u npu-
ravinenne ToHoB cepana. Kposauoe pasiaenne—110/70. Tlnoxoii anmerwt,
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crpanaer OeccoHHHIei, Opearnupasi, X)anyercs Ha CHUJbHblE TOJOBHbLe OO/IH.
Yacto HaXOAUTCS B pa3/ipameHHOM COCTOSHHM, PYraeTcd, XapakrepoM yuop-
Has, ¢ Pe3KO BBIPaXKEHHO! MHUTEeNLHOCThIO. B Hacrosilee BpeMs OoJbHasA
HAXOAMTCS Ha MOMeYeHHH GpaTa U CeCTPH!, KOTOPbie 340POBHL

V 6oabHON uccaeqoBaHbl TOM0BOH XpoMaTuH u Kapuorul, [Tonosoil xpo-
MaTHH H3yYaJcs B SAPax KJIeTOK CAH3HUCTOH NOJOCTH pTa MO 3KCIPEce MeTo-
ay. Ilpu atom Oblia HCHO/Ib30BaHa aLETOOPCEMHOBAS METOJHMKA [AaBJIEHbLIX
npenapatoB [1, 2, 18]. Yuurpisanuce Te r/IbI0KH TOJOBOTO XPOMAaTHHA, KOTO-
pbie pacnonoxensl y aaepHoi o6onouku. [Toxcunranu Bcero 500 unrepdas-
HBIX sajep: 312 XxpOMaTHH—OTPUHATEeNbHBIX sifep U 188 XpoMaTHH-—TONOKHU-
TeNbHBIX s17ep, U3 KOTOPBIX ¢ OAHHAPHBIM TOOBBIM XpoMaTuHOM 107 sizep 1
81 sizpo ¢ ABYMdA TeJbUAMH NOJOBOrO XpoMaTuHa.

JIiisi LHTOTeHeTHUeCKOTo aHaJM3a KJETOK JeHKOLUTOB NepHdepHyecKon
KpoBH GoNbHOI NpuMeHsiIach MOAuGUUKHpOBaHHas MeToAuKa Mypxena u ip.
JIeAKOIUTHL OTAESATHCh OT HenbHOH KpoBH 109 pacTBOpOM XKejaTHHbBL: 1 M7
“na 10 ma1 KpoBu B Teuenme 40 MuH. Tpu KoMHATHOH TeMmepartype. OtoGpan-
Hast uiagMa pasbasasaace 1,5 pasa cpepoit 199 u nodasasiaca ®TA pupmsl
«Difco P» mo 0,05 Mn wa 10 ma kyabrypel. Muky6auus npoBofujach IpH
37°C B TedeHue 69 dac., Hocse 4ero B OObIYHBIX YCJIOBUSIX KyJbTypy obpabda-
1BIBAJIH KONAXuuuMHOM 110 0,5 MKr/ma Ha 10 ma KysabTypel 3 yaca. unoroHus
IpOMU3BOAUNACh pacTBopoM Bepcena. Marepuan QuUKCHpPOBAaaH B CMeCH Me-
TaHo/l-yKcycHas kucaora (3:1) ¢ ABykKparHo#l 3aMeHolt ¢ukcaropa. Ilpena-
pathl NOJACYWINBAJUCh HAA TJIaMeHeM CHUPTOBKH H oKpamuBasnuck 2% op-
cenoM B 60Y% ykcycHo#l KucaoTe. . )

Xopomre MeradasHble MIACTHHKH MOABEPrasnch MHKPOdOTOrpadupo-
BaHUIO. Bhipesanu u packiaApiBajdy XpoMOCoMbl 110 JleHBEpPCKOH cucTeMe.
HauHeie aHannsa npusefieHsl B Taba. 1.

Tad6awnua l
PesyanTaT KapHOTHIHYECKOrD aHajduza GOXbHOH A

KonuuectsBo xpomocom B Mmertadase

KoanuecTBo uay-

. |
YeHHBIX MeTadas- 48 47 i 46 45
HBIX IIMACTHHOK
YHCIIO %/ THCO % 4Yucno % UHCO %
40 ! 3 l 7,5 30 1 75 , 4 10 ‘ 3 ! 7,5
1

[Tonyyennble JaHHble MOKA3bIBAIOT, YTO CPEAH H3YYEHHBIX MeTadasHbIX
MJIACTHHOK 75% CcOCTABJIAIOT MJAACTHHKH ¢ 47 XPOMOCOMaMH, UTO JaeT BO3-
MOXHOCTh OTPHLATh sIBJAeHHe MO3aulu3Ma v O0JbHOIL

AHanus rJpiOKa NONOBOrO XpOMaTHHA 0KA3aJ, YTO Y KEHIUHH OH obpa-
30BaH TCTEPOXPOMATHUECKHM PaHOHOM OJAHOH M3 ABYyX X XpPOMOCOM; OGHOXH-
MHYECKH aKTHBHa OObIYHO TOJBKO OJHA U3 X KPOMOCOM, a Apyrasi Mepexoaut
B MACCHBHOE COCTOsIHUE, 00pasys Te/ble NMOJIOBOrO XpoMaTHHA. ITO sIBJEHHE
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TpefcTaBJser co00i BaMKHEHIHH MeXaHH3M HHAKTHBALMH JIMIIHAX X xpo-
MOCOM, BCJIEICTBHE YerO OPraHH3M He TepsieT CBOeH JKH3HEeCHOCOOHOCTH.

ITpu BHIABJAEHHH CHHAPOMA JJISl HAC IJ1aBHBIM JHAarHOCTHYECKHM NPA3HA-
KOM CJIYAKHJIO HaJHYHe JBYX TeJell N0JOBOro XpoMaTHHa B SIAPaX CAU3HCTOHU
06004k pTa (puc. 1).

Puc. 1. [BofiHqii mojioBOH XpOMaTHH B Puc. 2. Kapuorun GoabHoit A ¢ TpeMs
aapax CJIU3HCTOH 000/109KM pTa 60Jb- X XpoMOCOMAMH.
HOH A.

Jluurnee Tesblie TOJOBOI'O XPOMAaTHHA JaeT BO3MOXKHOCTE A€JaTh BLIBOJ
0 YHCJIe TOJOBBIX XPOMOCOM GOMBLHOM (YHC/IO TeJel MOJOBOTO XPOMATHHA
+1). Kapuorunnyeckas ¢opmyna OGonbHoli 44A+XXX. Haauuwe on-
HO# JMIUHell M0JoBOi X XPOMOCOMEI MeHsieT 0ajsaHc HacJeJcTBEHHOrO Ma-
Tepuasa IUIVIOHUAHOTO Habopa M MPHBOAUT K NOJaBJAEHHIO YMCTBEHHON ped-
TEJbHOCTH, HAPYUIEHHIO B DA3BUTHM I'OHAll, BTODHYHBIX IOJOBLIX TPHU3HAKOB,
YeM oTsIHYaercs 4 OosbHasA A. KapuoTHIHYecKuil aHAJIU3 HOATBEPAUJ HaJH-
que JHIIHEH XPOMOCOMEL, KOTOpast MpHHaJJEXKHUT K rpynne 6—X-—12 (puc. 2).

Takum o6pa3oM, B J0ONOJHEHHE K HOpMaJibHOMY HaGopy u3 AByX X xpo-
MocoM y 0o/bHOH A. HaOM0AaeTcH JHUIIHSAS )eHcKas xpoMocoma. O4eBHTHO,
3TO NMPOHUCXOJAHUT NPH HEPACXOXKIEHHH OAHOH M3 map X XPOMOCOM B MeHo3e
matepu. [Ipu TakoM HapylleHHH 06pa3yioTcs MOJOBBIE KAETKH, cojepKaliue |
24 XpOMOCOMBI, KOTOpBIE OKa3bIBAIOTCsI CNOCOGHLIMH K OIJIOAOTBOpeHHI0. B
pe3ysbraTe 3TOTO ABJACHHS U BO3HHKAeT 3Urora ¢ 47 XpoMOCOMaMH.

EpeBaHckuil TOCyXapcTB§HHbIA YHHBEPCHTET,
Hay4HO-HCCAen0BaTeibeKasd JabopaTopus [Moctynuao 28.VIII 1968 r.
HUTOJOTHH
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2. % PUSPU3DY, L. UL ANRYLUSLL, 2. b, ZDUARSUL:

«$PUAURL X»-h AL
Udgpnihnod

bphwhp Swhpuybimplul dhpn-Snghpridadipuls  glaymbakpoo S wbg—-
Lhph mevmidbwnhpneflyut dwdwhbaly, Swimbopbpdby b owmppoad o X-ulifogpn-
dng mumaagng Yfrie Lhduwbiqnifyul Swpmlnnpbpdmb Swdwp  wpronpngd wh
Lpdtmlpmly Swmbuwhify ¢ Swbnpuwgly vhnwlpul ppodwwnpif §plhwlf ifwpddf-
flﬁ[lf”i[lﬁ wnlppignffgmibp phpobf lnﬁ&w[}wqwbﬁ/’ pefisbibipfi fnpfgibpnol; Uk-
nuwlwl ppndunflip npaydhy b bpuwphbu FhfFngmf: sz:[[: b wninfby vhnilwlh
epndwmpip wil Swpdfbpliibpp, npahip qiniifby 6 l[npfulluﬁwrlwilﬁ[r of mure 3[1-
wnghbbwplpuwlwl whupfinh Swdwp ogmugnpddby b ybphdbphly wppwh jhln-
ghinbbpf fngmnpui, npp vy by £ Uripfubinf b wpfuwmwhfrgbibipfe ffi shnpp
Fnghphlhmgfms Thfngn: Spmnghbbmplwlwh wiwipyp u[tuj:tllfl £y, np fpnp
Shfuwiigfe SbmuPuwgu il Fhhghbpnaf wnlpe £ F6G wnfbpnpg X ppodound | npfe
wunnfmnmf Afdwhnl mbfi 47 ppndovnd 46-p thnfuwp bl
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