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HEKOTOPBIE OCOBEHHOCTU HOEPMATOT JIPI¢i4-KPI
Y KOJXKHbBIX BOJIBHBIX

ITpencrasiensl pe3yJbTaThl AepMAaTOrTH(HYECKOro HCCHeNOBaBHN GOJBHBIX IepMaTo—
samMH. AnajH3 OTNEeYaTKOB KOXKH JaloHefl MOKasaJ Ha/MuHe OTKJIOHeHHH JepMaTOrJH(HIe—
CKHX KOH(MHrypausfi, xapaKkTepHSYIOIHXCS YaCTOTOA MONEepevyHON CruGaTeNHON CKIAaIKH,
yacToTofl TpHpaanycos nosuuuH t/ u t” u yraa atd Goawwe 57°. HccaenoBamHe mOJIOBOro-
XpoMaTHHA B KJETKaX SIATeNHS CJAHSHCTOH PTa OTKJIOHEHHHA OT HOPMBEI He BHISBILIO.

KommnuiexcHoe npiMeHense J1epMaToTH(HIECKOr0 H LHTOrEHETHUECKOr0 aHAJH3a NOMO-—
raer BbISIBJEHHIO IEHETHYeCKO# CYIIHOCTH HEKOTOPHX JepMaTOo30B.

JepmaTormmbuka — Hayka, H3ydalomas peabed KoKl T14I0HEH H mo-
nous, BosHuKAA B XVII B. CpaBHHTENBHO HENABHO NePMATOrIH(DHYECKHIA
aHaH3 CTaJ HCNOJb30BAaThCA KaK AHarHOCTAYECKHA MeTox.

Crpoenne KOXHOr0 penbeda hopMHpyeTcs y yesoBeKa Ha IIeCTOM Mecsile
BHYTPHYTPOOHOH >XHSHH M B TEYEHHE BCeH OKMSHH He MOJBepraencs #HsMe-
genusim. Oat [9] BEIpasus MHEHHE O TOM, YTO pejbed KOKH JamoHeH Haxo-
JIATCSI TIOZ reHeTHYeckHM koumpouieM. Ilenpoyc [10] ommoan H3MeHenHe KOXK-
HOTO PHCYHKa MpH 3a60/eBaHHAX C HAPYIIEHHEM ayTOCOMHONO Habopa. Kym-
MuHC [7] cOO6IHI O AepMAaTOrTHGHISOKHX KOH(DHArYPAHAX, BCTPEYaioUHXCs
Ha JamoHsX H nmaupnax y GospHBIX ¢ cuHgpoMoM JlayHa. OTKIOHEHHS 0T
HOPMBI B CTPOEHHH KOKHOINO PHCYHKa HaOJIOAAIOTCS H Yy GOVIBHBIX € XPOMO-
coMHbLIME 3a60/eBaHHAMH, Kak Hampumep, npa XXV, X0, XXVV cunmpomax
[10]. Tpr sTHx 3aGoseBaHuAX WHCAQ OGOPOSM, HX HAMPABJEHHS, YIJBI Nepe-
cevernst u3Mensioncs. Oco6eHHO XOpolIo H3ydeHa AepMaTorinduka npu 6o-
ne3ny Jlaysa, XapaxTepusyloulefios JHIIHeH XpomMoooMo# B 21-fi mape ayTo-
coM. [To 3aKoHOMEpHOMY HSMEHEHHIO KOXKHOTO PHCYHKA MOXKHO 3aloJ03pHTh-
y HoBOpoxKAeHHoNo GosesHb JlayHa 341010 10 NOSIBJIEHHS OCHOBHBIX NIPH3-
HakoB 3abovieBaHHs.

PsymoM aBTODOB CeJaHa MONbITKA AHANHOCTHPOBATH BPOK/ISHHEIE IIOPO--
KH cepjla Ha OCHOBZHWH JepMaTornH(puuecKHx omkmonenu [6, 8, 12, 13].

B pocTynHOX JHTepaType HaM YIaJNOCh HAaATH JIANIL HECKOVIBKO Pabor,.
TNOCBANIEHHEIX JePMaTOrTH(PHAIECKOMY HCCIENOBAHKIO IMPH KOXHEIX 3aboJe-
Banusx [1, 2, 4, 5]. ITo namaemm I'. B. Benenskoro [1, 2], y pmia KOXHBIX.
GOJIBHBIX, B YACTHOCTH y GOVIBHBIX IICOPHABOM, BhIABJIEHbl 3HAMHATENBHbIE H3-
MeHenus gepmatoriuduku. A. M. Jlanaesa [4, 5], H3ydHB epMaToTIHOUKY
y GOVILHBIX PasJHIHBIMH JEpMaTo3aMH, BHICKa3hbiBaencs 34 LepPCNeKTHBHOCTb-
MeToja HEepMaTOrMH(GHKH B AEPMaTOUIOTHH.
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Jnsi u3yueHHs: TeHEeTHYECKOH CYIIHOCTH KOMKHLIX 3abosieBaHHl HaMH
DIPEMEHEeHB! Ba METO/la JHANHOCTHKA XPOMOCOMHBIX G0JIesHel yesoBeKa: Huc-
C/e0BaHHeE NOJOBONO XPOMATHHA H AEPMAaTOrH(HYSCKHH aHAJH3 KOMKHBIX
Y30poB.

Usyyenn: omneyamku JajoHe# Yy ‘143 GonpHbIX, CTpajgaloUlHX pas-
JIHYHBIMH JiepMaTo3aMH (1mcopHas — 95, aksema — 25, KepMaTHT — 2, meM-
(uryc — 7, cxkaepopepmusi — 1, 6o.e3tp [lapbe — 4, 6oaesup ITpunras —
Bypuesuiis — 1, ApyrHe AepMarmosbl — 8). Myxuun — 89, KeHUMH — 54.
Kpome Toro, o6crenosano 140 310poBbixX Jrofed (KoHnpoas). [pymmnsr uayua-
€MbIX GOJILHBIX, 4 TaKiKe KOHTPOJBHBIX JIHI, GBUIH STHHYECKH O/IHOPO/IHBIMH.

Meroxuka noJydYeHHs oTnedaTkoB Geura ofnuno#t. [Ipu amanmse mouy-
YEHHBIX OTIEYaTKOB COMTOCTABJISVIHCH CASAYIOIHe AaHHbE Y GOJBHBIX H 3/0-
POBBIX JHL;: 1) YacTOTa MOMEpPeYHoA CrubaTeNbHOA CKAANKH JaJ0HH; 2) pac-
IOJIOXK@HHE OCEBOTrO TPHpafuyca H BeawyuHa yraa atd; 3) pacnpenesnenue
TMaNWISPHBIX Y30pOB HA KOHYAKAX MaJIBIEB.

Us 140 Ji KOHTPOJBHOA TPYNNbl NMomepeyHasi crubarelbHasi CKJAaaka
6bia BHITBJSHA Y ABOMX JEBOYEK Ha JIEBOW JAJOHH, B TO BPEMS KaK CpelH
143 o6icaeroBaEHbIX GOJNBHBIX JEepMaTO3aMH NonepeyHasi ckaanka Gblia o6-
napyxxena y 27 (17 my>uuH, 10 Xeniuun), #3 KoHX y 14 GOJBHBIX ICOPHA30M
(9 myxuuH, 5 XEHIIHH), ¥ 5 — sKseMof (3 MyKYHHBI, 2 KEHUIUHb), ¥ 2 —
nepmarutoM (1 myxuuHa, | Xenmuna) ¥ 2 — memcpurycom (1 MyKuuHa,
1 XenlumHa), Y OMHOA XKEHIIUHL CO CKVIGPOAEPMHEH, ¥ OLHOTO MYIKUHHBI
¢ 6ose3npio Jlapbe U y MBYX MYKYHH € MPOYAMH AHANHOSAMH.

ITonepeyHasi CKJIaiKa TOJIbKO Ha JIeBOH JaJoHH Habuaionanach y 7 60Jb-
HBIX TncopHasoM ¥ y 6 ocranpHbiME fepmaTosamu. Ha npasok samonn mo-
nepeyHasi CKaajka oOHapysKeHa y 4 GOJMbHBIX MCOPHA30M H Y 3 GOJBHBIX OC-
TaJbHBIMH JepManosamu. ITonepeunass ckiajmka Ha OGOMX KHCTAX 3aperu-
CTpHpPOBaHA y 3 ICOpPHATHKOB W 4 GoJbHEIX Sk3emoi. OceBolt TpHpagHyc,
«06pasoBaHHBIA CXOXK/[AEHHEM TpexX MalWISPHLIX JHHHUHA, B HOPME PaCIOJOXKeH
OKOJIO JHHHH H3MMb6a MeXAy BOSBHIIIeHHEM OOJBLIOTO0 H MaJOr0 NaJbIEeB.
Sra NOo3HIHA TpHpamHycoB o6o3nadaercs t. OceBoft TpHPaLAYC MOMKET HMETh
6oJsiee NHCTAJIbHOE PaCHONOKEHHEe HA JIaJOoHH (MEeX/y rOpH30HTANLHON JIH-
HHeH, nepeceKkaloliel OCHOBY GOUIbIIOrO IMadblia, ¥ CpefHed JHHHeA) B BHIE
nosunui t/, t”.

[lpy H3ydueHHH OTHEYaTKOB, NMOJYYEHHBIX OT HAIMX 'GOJBHBIX, TPHpa-
OHYCHl, pacnovioKeHHble OoJiee JHCTaJbHO, OTHOCHAH K mosuunmu t’. Okasa-
JIOCh, 4YTO MO3HIHs t’ BCTpedaemoss 3HAUHTENBHO Yalle: H3 95 GOJbHBIX IICO-
‘pHasoM oHa BbistBJeHa y 23 (14 My»KuuH, 9 XKeHIIUH), #3 48 GOJBHBIX APYrH-
MH AepMaTosamMu —Yy 9 (5 MyX4HH, 4 XKEHIHHH), B TO BPeMs KaK B KOH-
TPOJIbHOH Tpynne AaHHas IIOSHIMS BBHITBIEHa Toabko y 10 (6 myskumn, 4
2KeHIuHB) #3 140 obcrenoBannbix. Hamuuwe mpofimoro mpupammyca (tt/,
t’t”) mabmonanocs 8 rpymme GobHBIX AepMarosamy yamte (20), yeM B KOH-
“PpovibHO# rpymne (2). Ilpuuem mosuuus tt’ HaGaiomanace y 11 GombHBIX
IoopHas’oM, y 5 GOILHEIX 9K3eMol, y | #8 Npynnbl «ApynHe AepMaTo3sl», a
1" y 2 6onbnbix ncoprasom # 1 GoasHO0 Gonesnnio TIpHHrIs—BypHeBHAIS.

Yron atd B mopmanpHOA momyasmuu cocrapiser He Goxee 57° [11]. Us
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uncaa o6cae0BaHABIX HaMH GoasHEIX yroa atd Geli Gosee 57° (B cpexnem.
65°) y 41 (28 myxunn, 13 xenmmn), a Menee 57° (B cpeanem 42°) —y 102
yea. (61 myxkunna, 41 KenuHa), B KOHTPOJBHOM TPymIe Yroa Mexbule 57°
Gl y npeoGiajaoouiero GoMbIIHHCTBA.

Y3opsble THNB Ha Najblax NPaBbX H JEBHX PYK, HEOMOTPS Ha BLICO-
KYI0 MHAHBHAYAJIBHYIO W3MEHIMBOCTb, Paclpefe/sioTcs C Omnpeje/neHHoN
3aKOHOMEPHOCTHIO. Tak, 3aBHTKH BCTpPeYaloTcs Jallle ‘Ha BCEX NaJblax mpa--
BHIX PYK, 8 yJbHapHbIE ETIH — Ha JesbiX [3]. 3amerHol pasHHLE! B YacToTe
netenb (YyJbHAPHBIX W PAJHaVIbHBIX) Y GOJBHBIX KOMKHBIMH 3a00/16BaHHSMH.
M Y JMI KOHTPOJbHOH NpyNmbel Mbl He 3aMeTHad. [IpuMeyaTejBHA BBHICOKAS.
YacTOTa 3aBHTKOB Y GOJBHBEIX IICOPHA3OM.

Y 260 GoJbHBHIX C pPa3JTHYHBIMH JAepMaTo3aMH (B TOM 4HC/Ie GOJIBHEIE,.
MO/IBePTIIHECs] JePMaTOrJH()HYECKOMY aHAJH3y) IPOBEJEHO HCCIeLOBaHHe
II0JIOBOTO XPOMAaTHHA B SMHTENHH CJAHBHCTOH IIOJOCTH PTa AJS BbISBJICHHA
aHOMaJIi B CHCTEME - TIOJOBBIX XpoMocoM. Kakux-mu6o OTKIOHEHHHA OT HOP--
MBI BBISIBHTH HE yhauwock. Cpemd MY>KYHH TIOJIOBOX XPOMAaTHH BapbHpOBAJI
or 0 no 3%, y JKeHlIuH cocTaBasya B opemHeM 35%, uTo CoOOTBETCTBYET
HopMe.

AHaJru3 HalIHX HOCI€NOBAHHA BHISBUJ ONpEJeJEeHHbE HepMamnorvIn(H--
YecKHE OTKJIOHEHMS] OT HOPMHl B Ipymnme GOuIBHBIX NCOPHABOM, XapaKTepH--
3VIOL[HECH BBICOKOM yacToTo#l TpHpanuycos B nosuuud t” u t”, a Takxke BH--
COKO¥ YacToTof momepedHo# ckaamkH M yrsa atd Goabme 57°.

HecoMHEeHHO, YTO OTKJOHEHHE AEePMAaTOTIH(PHYECKOH KOH(PHIYpAalHH OT
'HOPMBI Y KOJKHBIX OOJILHBIX HECAYy4YaHHO ¥ IpeicTaBiseT GoJbIIOH HHTEpecC.

Hcxoms M3 COBPEMEHHBIX B3MISIOB O TOM, 4YTO A€pMaTOITH(pHYEcKHE:
OYEpTaHHA KOHTPOJHPYIOTCS IeHaMH H MX H3MEHEHHs (CBSI3aHHl CO CTPYKTYp--
HBIMH HapyIIEeHHSIMH XpOMOCOM, MOMKHO IOJIaraTh, YTO H3MEHEHHs nepMa-
TONTH(HKH Y KOXKHBIX GOJBHEIX (B YaCTHOCTH Y GOJBHBEIX NCOPHA30M) CBHIE--
TeJICTBYIOT O HaJHYHH Y HHX TEHHBIX HapYIIeHHH, TeM GoJsiee, YTO HCCJIETO-
BaHKE IIOJOBONO XPOMAaTHHEA TIPH DCOPHA3€e U IPYTHX KOKHBIX 3200J1€BaHUIX,.
NpPOBEJEHHbIE Da3THYHEIMH aBTOPaMH, a TaKXKe HaMH, HE BHISBHIH XPOMO--
COMHBIX HapYIUeHHH. gt

Taxum 06pasoM, KOMIJIEKCHOE IpHMEHEHHe JAepMaTOrH(HUECKOro H.
UHTOreHEeTHIECKOro 2HaTH30B IOMOraeT BhISIBICHHIO T6HETHISCKOA CYITHOCTH.
'HEKOTOPBLIX AEepMAaTOS0B U TpebyeT NaipHEHAINEero H3YYESHH.

Kadenpa KoxknHX 3a60JeBanHH

EpeBaHCKOT0 MEXHIHHCKOrO HHCTHTYTA, [Mocrynuna 13/IX 1971 r..
Cektop pamioGuonorns M3 ApmCCP
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Aonnmpp pnpdwfuguifl pypelibpnad vhnwlwl ppndumnpif Sbnwgnmoddindip
th wmiby quugp hqnulihp Bnpduwghg: Unegle fudpbpnud ghpdunngp$hly §bmw-
qrunmfyuwl w puglibpp googg b wfby, np wifiw gl dhymdpg Swyph wilbyp Sw-
Bufu b Swhgpuynul phpdunngny wwnwung Shwhinlibpp dnwn, winngpy fudph
Kb Swdbfumwd (27 b 2 nhuyp )

Uspife Tuglyfs nhipb$p numu"lmu[rpm.pfm.fl['g wppgilby by np Sfdt ik
wppnmgpmuf t' k7, plpuhe bwbl bplwhp oppoogpoobbph LYY ghppw-
Ynpdwh Swlwfpwlwhofndp wibif pupdp b gqunppugnyd b wy ghpdwmng-
Lhpny wmwnmugnn Spyjwlghbpp dmn, pul wnnighy fudpnaf: 57° S atd il -
ek b Swpnlwpbplly 41 Spfwhgiibph e

pfwlighibpp T b wwmghy fodpnol nyhuop e nwgpuy  oquliibph 4w~
L fuwlulinfgwh dhylk quuph mwppbpnnds ofp S punbunpbpdd by

Ubp hnglpy mundlhmufipfwéd qhplumngpdly sinpnfunfmibbpp fun-
wnul b5 wgh Jwufh, np, pun bplbngfph, ghpdunmngnd Spdwinbbph Snm wn-
hw kY ghlw gl shnfnfunc gnisiibp: Viwlps gis wigu Swupgp nbnku pfp huphpp jmd-
Hwd Swdwphy. wyl yulwhgnud b Sbmwguw Sbmwgnmndndiihps
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