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JMocepTauns BbifloJiHeHA Ha Kadeape NCHXHATPHH
‘CBepasioBckoro I'ocynapcTBeHHOro MeIHIIHHCKOrO HHCTHTYTa
Ha 6a3e CpepAsOBCKOH 06/1aCTHOH TICHXOHEBPOJOTHYECKOH
Gonbruubl Ne |.

Hayunblit pykoBoAHTeNb — JOKTOP MEIHLUHHCKHX  HayK,
npopeccop K. A. BAHFTEHTEHM.

Hayunbit KoHCYNbTaHT — JOKTOp GHOJIOTHYECKHX  Hayk,
npogeccop H. B. THMO®EEB-PECOBCKHH.

Oq)llillHa.’leble OMNMNOHEHTDLI:

AoKTOp GHOJIOTHYeCKHX Hayk, mpodeccop JI. ®. MABPHHCKAJI,
KaHOHAAT MeIHIHHOKHX Hayk, douedt 3. C. MAHEJIUC.

Or3eiB man 1-M MockoBckuM opaeHa Jlenuna u opaena Tpy-
Z0BOTO Kpachoro  3HaMmeHH MEeRHLHHOKHM HHCTHTYTOM
nM. U. M. Ceyenosa.

AsTopedepat pasocnan « 7 » ol ma 1969 r.

3auwHra AHCCEPTAUHH COCTOHTCH « 9 » 47043 1969 r.
Ha 3acelaHHH KJAHHHYeckoro YueHoro coBera CsepasioBckoro [o-
CYyAapcTBEHHOrO  MeflHUMHCKOrO  HHCTHTYTa  (r. CBepavioBek,
ya. Penuna, 3).

C AHccepTallkeill MOAKHO O3HaKOMHTLCA B OHO/HOTEKe MeXH-
UHHOKOTO HHCTHTYTa (ya. EpmakoBa, 7).

Y4enblit cekperapp coBeTa.



Paspa6otka MeTOA0B HCCA@AOBaHNS NOJOBOTO XpPOMaTHHA
(Barr M. L., Bertram E. C., 1949; Thiriez H., 1956) u wMeToaa
H3yuenns Habopa xpomocoMm B Kyabrype TtKaun (Tjio I. H.,
Levan A., 1956; Ford C. E., Hammerton 1. Z., 1956) nosBoauna
BbIAENHTb CPelH reTeporeHHoil rpynnsl oaurodpesuin psa sabo-
JieBaHHf, 0OYC/OBJAEHHbIX XPOMOCOMHBIMH AHOMAJHA M.

Oco6bift HHTepec cpeal NOCAEAHHX TNPEACTaBASIOT Te H3 X,
KOTOpble ‘OOGYC/IOB/IEHbl AHOMATHAMH YHCJA TOJAOBBIX X XPOMOCOM—
aHeynJoHAHsMH w0 X xpomocome. OCHOBHBIMH CpelH HHX sBAS-
toTcs moancomun no X xpomocome 'y myxunu (vaute XXY, 3uaun-
tensHo pexe XXXY, XXXXY), sanymue k pasBuTHIO cHHApOMA
Kanaitndenbrepa; anoancomnn no X y xenwmnn (vame XXX — Tpn-
coynsi no X, pexe XXXX, XXXXX), ymcuocomus mo X xpomocome
(X0), Beaywas «x pasButHio ciuapoma lllepewesckoro-Tepaepa.

HocnenoBanns  aneynaomanii mo X xpomocome 0cobGeHHO
BaKHBI NOTOMY, YTO YacTOTa HX B HAceJeHHH 3HaYHTE/bHO Bblllle,
yeM aHeynJMOHAHMA MO APYTHM XPOMOCOMAM, H COCTaBJAseT cpelH
noBopoxaennbix 0,11—0,2% aan XXY, 0,04—0.12% gaa XXX,
0,02—0,04% a1s X0 (Maclean N. a. o, 1964; lasunaenxona E. &,
ITonoMapenko A. M., Bepmunckan 1. K., 1966; bBouxos H. I,
Byaauos A. T. u ap., 1967), nocturaer cpean 60/bHBIX NCHXHATPH-
yecwHx 6oabnnu 0,42—0,48% aaa XXY u 0,21—0,49% ana XXX
(Hambert G., 1966; Olanders S., 1967; Ilonomapenko A. M.,
Oszon M. I1, 1968) u ocoGeHHO BbICOKAa CHAa B YUPeXAEHHAX AJd
YMCTBEHHO OTCTanblX, rae oHa paBHa 098—1,49% ana XXY,
0,35—0,89% aaa XXX, 0,06—0,129% a1 X0 (Ferguson-Smith M. A.,
1962; Maclean N., a. 0., 1962; asugeuxoa E. ®., Tlonomapen-
Ko A. M., 1965; TTonomapenko A. M., 1965; Hambert G., 1966).

Uneno pabor, nOCBSILEHHBIX H3YYeHHIO aHeynJoHaHil no X
xpoMocoMe, BeanKo. OfHAKO cpean HHX TOUTH HET KOMIJIEKCHBIX
pa6oT, rae 6bl Ha OAHOM TEPPHTOPHH, OZHHM MeTOAOM OblTH Obl
H3yueHbl Bc€ aHOMAJHH B pPa3JHYHBIX (AOCTATOYHO - KPYMHBIX)
KOHTHHIEHTaX Hace/eHHsi, BK/JIIOYash HOPMaJjbHOe, MNpH ORHOBpC-
MEHHOM KJIHHHYECKOM HCC/AER0BaHHH BbisIBAeHHbIX OoabHblX. Ta-
kas pabota neoOXomHMa AJsl TOro, 4ToO6bl MOXKHO Obl/IO MOMYUHTHL
MOJNHYIO KapTHHY pacnpeleseHHsl aHeyNJOHA0B B HaceJeHHH u
YCTaHOBHTb 06ULYIO CYAbOY HX B TIONYJALHH.
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HenocratouHo k HacTofllleMy BpeMeHH H YHCJO paHOHOB, rie
NPOBOAMINCL HCCaAeOBaNHA  aHeynonauii. B Csepanosokoit
06/MacTH TaKHe WCCAENOBaHHS TMPOBOAHTHCL TOJNBKO CPEIH HOBO-
poxaeHHbIXx r- CBepasoBcKa, MOKa3aBWHX 4actory Aas XXY pas-
woit 0,1%, aas XXX—09%, ana X0—0,04% (H. I1. Boukcs,
A. T. Bynanos u ap., 1967). IOTu Aannble HCNOAL3YIOTCS HaMH B
Hacrosweil paGote OJas CpaBHeHHS ¢ COGCTBEHHBIMH AaHHBIMH
B ‘KayecTBe CTaHJapTa.

3apaueii Haweill paboThl SABAAETCA KOMIJIGKCHOE NOMYJSILHOH-
HO-K/IHHHYECKOe ‘HOC/eJOBaHHE 'psila KOHTHHTEHTOB HaceJeHHs
CsepanoBokoit 06.1acTH, BKJIOYash BHIGOPKY HOPMaJbHOTO Hacele-
HHSI H HEKOTOpble CMellHaJbHbie YupexAeHHs, TAe IOBbIlIeHa
4acToTa YMCTBEHHO OTCTAJbIX M TICHXHYeoKHX GoabHbix. Ilesbio
TIONY/NALHOHHOTO HCCJENOBAaHHA SBMASJIOCH YCTaHOBJEHHE KpaeBbIX
ocobeHHOCTeil  pacnpefeneHHss GOJbHBIX € aHEYMJOHAHSMH N0
X xpomocome B CBepasoBcKo#H 06JacTH, MpeicTaBjsiowel co6oi
reorpadnueckn Cpexnnit ¥Ypan, BoisgBiaeHHe ob6weH cyab6wl
aHeymJaoHA0B No X TocJe IX POXKIEHHS H OnpejesneHHsi, HACKOJbKO
3HAUMTeNbHAsl YaCTb H3 HHX KOHUEHTPHPYETCH B CMNELHaJbHBIX
yupexoaeHHsX M B KakHX HMeHHo. llenblo KaMHHYeckoro ‘Hccaenc-
BaHus siBAsieTcs (peHOMEHOIOrHYecKoe ONHCaHHe BbISIBAEHHbIX 60Jb-
HbIX, aHA.TH3 BapHAHTOB HX KJHHHYECKOH KapTHHBI, ¢ LeJablO
BbISICHEHHAI MPHYHH, OOYCJOBJHBAIOUIHX HX BLICOKYI0 BapHabeb-
HOCTb.

IuccepraunotHas paGoTa COCTOHT H3 CNeRYIOLIHX Pa3LenoB:
I. Beenenne. 1I. Meroabl HccnenoBauus. III. Pesyabratel Hcene-
noBawuda. IV. 3akmiouenne. V. O6mte BoBoas. VI JInreparypa.
VII. Tlpunoxenne (ncropun ©6Honesnn u dororpaduu o6caeno-
BaHHBIX).

O6mbem nuccepraunn 6e3 mpHiaoxeHHs 227 CTpaHHL, € NPH-
noxkennem — 275 crpanmu. Jwmcoeprauus comepxmt 37 Ttabamu,
6 mukpodororpaduit u S1 ¢ororpadnio obcrenoBaHHbIX GOMbHBIX
B TipuaoxeHHH. CITHCOK JHTepaTypbl BKJloyaer 222 pabotel (59 Ha
pycckom H 163 Ha HHOCTPAHHBIX A3bIKAX).

Hixe H3/105KeHO OCHOBHOE COAEPIKAHHe JHCCOPTALHH.

METOAbI HCCNENOBAHHS

Ias BeisiBJeHHs] GOJbHBLIX ¢ aHeYMJIOHAHAMH no X XpoMocoMe
6bin1 HOMOJbL30OBAH METON HCC/AGNOBAHHS NOJIOBOrO XPOMaTHHA B
KJIeTKaxX CJH3HCTON MOJIOCTH PTa, KoTophle O6panan cockobom no
obwenpuusitoit Meroauke ([Tonomaperko A. M., 1964).

[Tpenapatbl ¢ cOCKOGOM CO CJAH3HCTONH TOJOCTH pTa OWpallH-
BaJH MOJHXPOMOBbIM cHHMUM 0o YnHa (Powmeiic B., 1953; Tep-
ckux B. B., 1962) ¢ Hexoropoit Hawel Mmomudukauuein. o oxpa-
IHBAHHS Mbl MOABepTanH Hx rtHApoonsy B 5-H HCl B Teuenue
75 MHHYT TIPH KOMHATHOH TeMmmepaType, uTo obecneynBano 6o/b-
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ilIy10 KOHTPAaCTHOCTb TeJell NMOAOBOrO XpoMmaTHHa Ha (one mpoto-
NAa3Mbl M NOJIHOCTBIO yCTpaHssio GakTepHasbHylo ¢Jopy, 3aTpyad-
HaABWyio mpocMoTp. OkpaulenHble MO AAHHON 'METOJHKe NpenapaThl
MOrJiH 6e3 JOMOJHHTENbHOIT OOGPa0OTKH XDaHHTbCA B apxuse
Gosee AByX JeT, He BbiuBerass. OKpawwBaHHe NPOBOAWIOCH B
CMEUHAJbHOM CEJaHHOM HaMH TPHONMOCOGIEHHH, f103BOJIABIUEM
ckpalunBaTh ogHOBpeMeHHo 160 mpemapaTtoB.

C ueabio MoBbIEHH OOBOKTHBHOCTH MCCJIENOBaHHA, Mipenapa-
Thl MHKPOCKOMHPOBaJHCL, OyAyuH sawndposanubiMH. [as ompe-
AeNeHHa YacTOThl MOJIOBOTO XPOMAaTHHAa «CoCUHThbiBajsoch 50—100
KJEeTOK, YROBJETBOPAIOWIHX oOwenpHHATbIM ycjosuam (IToHoma-
peiko A. M. 1964). Tlpu ycraHOB/JIeHHH YaCTOTHI NOJIOBOrO XpoMa-
THHa A0 49 reHeTHYecKHit mnos obcsielyeMOro pacUEeHHBAJCH Kak
MYKOKOH, mpH yactoTe Gosee 4 % —KaK HeHCKHH-

B cayyae pacxoxfeHHs MeX1y TeHETHYECKHM H (HSHOJOTH-
YeCKHM MOJIOM TIPOH3BOAHJIOCH [IOBTOPHOE 'HCC/ed0BaHHe MOJNOBOTO
xpoMaTHHa. BosbliHHCTBO GOJBHLIX € 'YCTAHOBJEHHOH aHEYTJIOH-
AHeit CTalHOHHPOBAJHCb B OAHO H3 KJHHHYECKHX OTMeJeHHit
CBepANOBCKON OGNacTHON MCHXOHEBPOJOTHYECKOH GoabHuuUbl Ne |,
riie NPOBOAHJIOCH TOAPOGHOEe KJlHHUecKoe o0c/neloBaHHe HX.

B paGore npHMeHAJHCb CJeRylOliHe CTATHCTHYEOKHE METOZbI.
CpaBHelHe ABYX MlapaMeTpoB TIPOBOJAHJIOCH «¢ TIOMOWBIO KPHTEPHA
Crbionenta. CpaBHeHHe HECKOJbKHX MapaMeTpoB MPOBOAHIOCH
c noMowpblo KpurepHa xH-kBaapat (x2). TlockoabKy cpaBhHBae-
Mble BeJHUYHHBI (YacToTa aHeynJoHaHid— Pi) Bcerda npeactTaBasasd
co6oil TpoUeHTDbl, G6IH3KHEe K HY/l0, TO 00a YNOMSHYTbHIX MeTOAa H
A0BepHTeUIbHbIE HHTEPBAJIB BbIUHCAAIHCL ¢ YYeTOM mpeobpadoBa-
nua Ouwepa ¢; =2 arcsin )'p; (Anko M. 1951; dumwep P., 1958;
Yp6ax B. 10, 1964). B caryuasx, xonaa p=0, ‘c ue/bio NOBbHUEHHS
TOYHOCTH 3TOrO TPHTOHOMETPHUECKOro mipeo6pa3oBanus, nOPpHMe-

naacch npeo6pasopanne baprnera ¢; -——V%. (Bartlett M. S., 1937).
i

Bo Beeit paboTe Mbl BbIGHPAaJH B KauecTBe YPOBHS 3HaYHMOCTH
(P) 0,05.

PE3VJIbTATbI HCCJIIEAOBAHHSA

a) PesyabTatrhl MOMYyNSTUHOHNOTO
HecAeOLOBaHHA

Yacrtota aHeymjaouauit mo X xpomocome H3yuajacb B ABYX
cneluanbio moao6paHHblX rpynmax Hacenenns. OcHoBHylo rpyamy
COCTABHJH YYpeXWeHHs, B KOTOPbIX {IOBbIlIEHA YacTOTa YMCTBEH-
HO OTCTaJblX M INCHXHYeCKHX ©oJbHBIX: 1) BonoMmoraTte/bHbie
KONl AJSl YMCTBEHHO OTCTanblX, 2) AOMa WHBAJHAOB J/IA {ICHXH-
yecKHX GOMbHbIX (B3pocjbix), 3) JeTokHe [AOMa HHBAJHAOB AJA
{ICHXHYECKHX GO.bHbIX, 4) NCHXOHEBPOJNODHUSOKHE OONbHHLUBI A
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6oNbHBIX ¢ 3aTAXHbBIMH opmami 3aboseBanu#, 5) BcnoMorarelb-
Ible WKOJbI AJs1 AeTeil ¢ keeKTaMH OPraHoB C/yXa, 3PeHHS H peuH,
BKJIOYAsi WIKOJABI [Asi TAYXHX (IVIyXOHeMbIX) JeTeH, TYFOYXHX,
CJIeTiblX, aJaJHKOB (CTPaRalolHX PacCTPOHCTBOM (YHKIHH peuH),
pHHOANANHKOB (CTPAaAalOWIHX paccTpPOACTBOM  QYHKLUHH  peun
BC/IEACTBHEe BPOXKAEHHBIX YPOACTB MOJOCTH pTa). buian obcaeno-
BaHbl OYTH BOE YUPeXJeHHs TaKOro THna B 06J1aCcTH.

KonrtpoabHylo rpynny cocrasuan: 1) yuamuecs o6bieo6paso-
BaTesIbHBIX 1UKOJ OAHOTO H3 paioHoB r. CBepasioBcKa, 2) BbIGOpKa
HOPMaJIbHOTO B3POCJOTO HaceseHHsi (GonbHble, obpalllaBUIHeCss B
OAHY M3 NMOJMKAMKHHK r. CBeppJ/ioBcKa, M rpymna paGouHX OLHOroO
H3 CBepJJIOBCKHX MpeInpHATHH).

HccnepoBante nosnoBoro xpoMaTHHa NPOBOAHJOCH {IOTOJOBHO
y Bcex Jill, HaXOAHBIIHXCS B MOMEHT o6cJenoBaHHsl B BbIGpaHHOM
QIS 3TOTO YYpeXaeHHH, 3a MCKJIIOUeHHeM CJAYYaHHO OTCYTCTBYIO-
LUHX.

B pabore maercst moapoGHasi XapaKTepPHCTHKA HCC/IEMOBAHHbIX
KOHTHHTEHTOB MO NOJY, BO3pacTy M JHarHo3aM 3abosieBaHHA Y
06c/1eJ0BaHHbIX.

B peayabrate HoclleloBaHHS NOJOBOrO XpoMmaTHHa y 36 Myx-
YHH OblIH 0GHapyXeHbl KJeTKH ¢ | TeyiblieM M0JOBOr0 XpOMAaTHHa,
YTO cooTBeTcTBYeT Habopy nosoBbix XxpoMocoM XXY, y oaHoro
MaJsIbuHKa GbiaM HailJeHbl KJAETKH ¢ ABYMsl TeJbUaMH N0JOBOTO
XpoMaTHHA, uTo0 cooTBeTcTByeT HaGopy xpomocoM XXXY. V¥
13 eHUIHH OblH O6HAPYXKeHbl KJETKH C ABYMS TeJbliaMH MOJ0-
BOrO XpPOMaTHHA, YTO COOTBETCTBYeT HaGoOpy UIO/IOBBIX XPOMOCOM
XXX (rpucovus o X) M 1y OLHOH IEBOYKH TOJOBOH XPOMATHH He
6bl7 HailleH, YTO COOTBETCTBYET MOHOCOMHH no X XpoMocoMme.
B sroit pabore He NPOM3BOAHIOCH Pa3rPaHHYEHHST MEXOAY FfOVI-
HbIMH H MO3aHYHbIMH aHeYNJIOHIHSAMH.

OO6uiHe MTOTH onpeleseHHss YacToThl aHeynaouAaHui mo X xpo-
mocoMe B 06C/IelOBaHHbIX KOHTHHFE€HTaX TPeACcTaBjeHbl B TabJH-
ue 1.

Buano, uto Bo Bcex 06c/eA0BaHHLIX KOHTHHIeHTax HaH6ojee
4acTo BCTPEYaeTcsl MoJHCOMHA No X XpoMocoMe Y MYXUYHH, pexe—
TpHcoMHsA no X XpoMocoMe Y XKeHWHH H HaHnbojsee peako —
MoHocoMHs mo X.

. B pesyabrate HccneacBaHHsi He OblJI0 HaieHO JOCTOBEPHBIX
pasaHYHH MeXay uacToToH aHeynJowaui mno X cpeiH HOBOPOX-
JelHbIX U YaCTOTOH HX B KOHTPOJbHOH TpyIe HOPMaJbHOro Hace-
JIeHHsl, KaK cpedH ydainxcs obuieo6pa3oBaTesbHbIX WKoa  (Aas
Maabynkos t=0,62; P>0,5; .aasa meBovek ¢ X0 t=0,15; P>0,8),
TaK H cpefH B3pocablx (Aas myxuwnd t=1,2; P>0,2; ana xeHugaH
¢ X0 t=0,03; P>>0,8).

EnuHcvBenHble y4ypex<ieHHs, rile ObIO OTMEYeHO CTaTHCTHYe-
CKI JOCTOBEpHOe fiOBblIeHHe YacTOTLl aHeynaoHZHH mo X XpoMmo-
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CoMe, 110 CpaBHeHHIO ¢

3TO BCOMOraTe/bHble
cHHApOMa

yacrora

yacToToil MX Cpefl HOBOPOXKAEHHBIX,—
IIKCJABl AN YMCTBEHHO OTCTaJjblX, TIae
Knaiindenbrepa nocruraer 1,059 (t=4,23;

P<0,001), yacrora Tpucovun mo X cpead .JeBouek paBua 0,57 %
(=397, P<0,001). Hoknalouenne mpeacTaBaser MOHOCOMHA 710 X

XpoMoOcCoMe, 4acToTa KOTOPOfl

B 3THX wWKOJax

MpHMEPHO paBHa

uacToTe HX cpean HoBopoxAeHHbx (t=0,16; P>0,8).

Yactota aHeynaoHand no X xpomocome
B 06C/IEROBAHHLIX KOHTHHIEHTAX Hace/eHHA

Tabauya |

o | Mysunis Wenmunnum
Kontnnreur s N N .
o 2 | ¢ moancomueii | ¢ Tpucomueit | ¢ Monocomueii
06cAe0BaHHbIX Il no X no X no X
g& (%) (%) (%)
O6weobpa3osateb- 0,12 (2/1624) 0 (0/1655) 0 (0/1655)
Hhe LKOJb .| 3279 | (0,01; 034) (0; 0,06) (0; 0,06)
Bu6opka HOp-
MaJabHOro  B3pOCJO- 0 (0/1050) 0, (0/1112) 0 (0/1112)
TO HaceseHHs 2162 . 0, (0;0,1:8) (0; 0,08)
BcnomoraTteab H bl e
WKOAN  AJA  YMCTB. 1,05 (31/2923) | 0,57 (11/1899) | 0,05 (1/1899)
OTCTaNNX .| 4827 (0,7; 1,45) (0,28; 0,95) ; 0,
Jloma HHBaAHAOB AN
NCHXHYECKHX Gosb- 0,26 (2/759) 0,11 (1/855) - 0 (0/855)
HbIX  (B3POCJKIX) 1614 (0,03; 0,74) (0; 0,44) (0; 0,11)
IleTckHe aoMa HH- 0 (0/312) 0 (0,242 0 (0/242)
BaNHIOB . . .| 554 (0; 0,3) \0; 0,39) (0; 0,39)
IMcuxonesponorive- 0,13 (1/777) 0 (0/688) 0 (0/688)
cKHe GOJMbHHUN 1415 (0; 0,51) 0; 0,14) ©; 0,14)
Ikonw ans  Aetedt
¢ nedeKTaMu cayxa, 0,12 8]/776) 0,15 (1/646) 0 (0/64€)
3penHs H peuH 1422 (0;Q,48) (0; 0,59) 0; 0,14)
Bcero 15273 37/8176 13/7097 1/7097

Mpumeuanmne.

IMoa seanunnoit Kaxxaoro fpolenTa

B CKoOKax yKalaHuol

TpaHHUB COOTBCTCTBYMOLIETO 95~npouem‘uoro AOBEPHTENLHOrO0 HHTEpBaJja.

OG6cnefioBaiHe BOMOMOraTeNbHBIX IUKOA IS YMCTBEHHO OTCTa-

JIBIX TNOKa3aJo,
MEXY 4acToTOH

aHeynJaoHAHI

YTO HeT CTATHCTHYEeCKH MOCTOBEPHBIX Pa3/HYHIt
mo X B rpynnax yuvalHxcs

H3

LIKOJ, PacnoJIOZCHHbIX B HaCeJEHHbIX MYHKTaX paanuunoﬂ BeJIH-
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yunp  (aas MaapydkoB x2=534; P>0,l; uas nenouex x2=3,42;
P>0,3) n Mexay AeTbMH M3 Pa3MYHBIX BO3PACTHLIX rpymm (AJs
manbynkoB x?=2,01; P>0,5; ans neBouexk x2=0,11; P>0,99).

Cpasienne yacrot aHeynJoHAOB, 06Hapy)|(enublx B0 Bcex 06-
C/ICJOBAHHBIX YYPeXKIEeHHSX, KpOMe BOMOMOraTeNIbHLIX ULKOJ AR
YMCTBEHHO OTCTAJbIX, MIOKa3biBaeT, UYTO Pa3NHUHSI MEKAY HHMH
CTaTHCTHUECKH HedocTOBepHbl (ana myxuud x?=1,53; P>0,9;
A9 KeHunH x2=1,97; P>>0,8).

B Tabmnue 2 mokasana yaCTOTa aHeyIJIOHAHA B Tpex Npu-
MEepHO DaBHbIX TIO UHCIEHHOCTH TPYIMIaX OGC/IEN0BaHHBLIX: B KOHT-
pOJbHOH rpynae, cpefiH BceX GOVIBHBIX o.nurocppeuuen H CpelH Bcex
TIPOYHX GOMBHbIX,

Tabauya 2
YacTora aHeYMIOWANji B PA3JNHYHLIX FPynnax oGc/iefloBaHHBIX
. . o Myxunum MeHW HHH
O
Konmuurent © 8 |Bcero| ¢ ameynaouausmy | BCTO | ¢ apeynaoummsni
: | ©0o lo6cae- no X o6cne- no X
06caenoBanubx | © 2 | noBa- - | noBa-
@as | no qucnol % HO | yucao %
Boablue  oJH- 0,92 0,62
roppennein . . .| 4622 { 2701 | 25 | (0,56; 1,31) | 1915} 12 03; 1,00
«[Tpouste» Goan- 0,15 0,04
nwe ., . . . | 4808 | 2531 4 | (0,04 03) | 2277 1 (0; 0,16)
Kontponuhas 0,07 0
rpyana . . . .| 5391 | 2624 2 | (0,01; 0,21)| 2767 0 (0; 0,12)

. Paawnua mepkay KoHTPOJMLHOH TrpymMMnoii H PPYNNoOf «MmpoYHX
60/1b1bIX» SIBAAETCA CTATHCTHYECKH HENOCTOBEDHOM (A8 MYJKUHH
t=0,87;, P>0,2; aasn xenumn t=049; P>005). Uacrora ane-
ynaoHAni no X xpomocome cpeiH GOJbHbIX oJaHTO(peHHeH fOYTH
Ha MOPSAOK BeJHYHH Bblllle, ueM CpelH BCeX OCTaJbHbIX o6caeno-
BaHHbIX TPYyNN ‘HacesneHHs, N OTIHYAETCS] CTaTHCTHYECKH AOCTOBEP-
HO KAaK OT YacTOTbl HX B KOHTPOJbHOH rpymne (A MYXMHH
t=>5,07; P<0,001; pna xenunn t=4,44; P<C0,001), Tak m or
YacTCTLl HX B Dpynmne «NpoyHX GoJAbHBIX» (AA8 MyXuuH t=4,16;
P<0.001; nna xenwun t=3,8; P<0,001).

6) PeayabraTtel KAMHHUYUECKOTO
HCCAEeAOBaHHUSA

Boino mposeaeno craunonapHoe KannHueckoe obcaenoBanue
28 MyXUYHH, Y KOTOPbIX OblIH OGHapyXeHbl KJA€TKH C OAHUM Tejb-
ltem monosoro xpomathha (XXY). M3 nux B Bospacre ot 9 a0
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il et Bbino 3 Gonbubix, or 12 mo 13 ner—12 Gosbubix, ot 14 jo
17 net—10 Goabubix, 3 Goabubix 6bi10 B Bo3pacre 36, 38, 50 ser.
Kpome Ttoro, 6p1a1 obcnenosan  Maabyuk 11 aer, y kotoporo Gblan
C6HApYXKeHbl KJEeTKH ¢ JIBYMsl TeablaMH TNOJOBOrO XpPOMaTHHA
(XXXY).

M3 uncaa KeHWHH ¢ aHOMAJHAMH @O NMOJOBOMY XPOMaTHHY
6bLTH 0o6Gc/enoBaHbl B KAHHHKe 12 GonbHBIX, Yy KOTOPBIX Oblai
HafJeHbl KJAeTKH ¢ ABYMs TesbllaMH NoJoBoro xpomaTthHa (XXX).
M3 nux B Bospacte 11 jaer 6b.10 4 yenoBeka, B Bo3pacte oT 12 g0
13 ner 6bi10 2 yesnoBeka, oT 14 go 17 aet—S5 uesoBex, | GoabHad
6bina 34 ser. Buina obesemoBana ofgHa Goabuasi 11 ser, y Koro-
poii He 6bl1O0 HaWAGHO TNOJOBOTO XPOMaTHHa (MOHOCOMHSI 110
X, X0).

Y Bcex MyxuHH ¢ nomaHcoMueii no X xpomocome (XXY,
XXXY) ObltH OTMedeHb! Te HJAH HHble CHMNTOMbI CHHApPOMA
Knafindpenbrepa (runmoroHamnsM, eBHYXOHMAH3M, THHeKOMacCTHS,
pasBHTHe BTODHYHOFO OBOJIOCEHHS IO MCEHCKOMY THMYy, oJHrodpe-
HHA). BblpakeHHOCTb HX Gblia Gosblle Yy GOMBHBIX ¢ HaGopoM
nosnoBbix xpomocoM XXXY, uem y Goawhbix ¢ XXY.

Boino  oTMeueHo, UTO KIHHMYECKHe fPOSIBIEHHS CHHApPOMA
Knafindenbrepa B 3HauHTebHOI <CTeNeHH GaBHCAT OT BO3pacTa
G6oabHbiX. o 12 ner y HHX oTMeyanHchb JHWbL OJHrOGpPeHHS H
FHMOrOHaaH3M, ¢ 13 seT HaunnaeT Ppa3BHBAaTLCS XapaKTepHas
eBHYXOHAHAs KOHCTHTYyUHS,, K 16 romam, no Mepe 3aBeplieHis
MOJIOBOTO CO3PEBAHHA, TOSBASIOTCS OCTaJbHble CHMITOMbI aHO-
MasbHOro GOpMHPOBAHHA BTOPHYHBIX MOJIOBbIX NIPH3HAKOB — TH-
HEKOMAacTHs, Pa3BHTHe OBOJIOCEHHS 110 XXeHCKoMy THny. Y B3poc-
AblX GOJbHBLIX HMEJIO0 MEeCTo OTCYTCTBHe pccTa GOpPOAb! H YCOB,
0TMeYaJHCh NIPHBHAKH DAHHero CTapeHHs.

Y Bcex Goabhbix ¢ cHHapoMoM Kaailndeabrepa ¢ Habopon
xpoMocoM XXY #Ha6aiofanach THITHYHAs OAHTOQpPeHHsi CcTeneHH
1e6HAbHOCTH Pa3NHYHOM BbIPaXXEHHOCTH. ¥ 9 H3 HHX MOXHO 6bL10
OTMETHTb ONMFO(PEHHIO CTemeHH Jerko AeGHAbHOCTH, y 12—cTe-
neHH opeaHeit NeGHJILHOCTH, Y 7—CTeneHH TsKeNOR ReOHIbHOCTH.
Y 6onbroro ¢ Ha6opom moJioBbix xpoMocom XXXY nabaionanach
KMHHHYOCKAs KapTHHA OJHrodpeHHH cTemeH#l HMOEUHAbHOCTH. Y
6GOoSbIWIHHCTBA W3 0OC/AelOoBaHHBIX Habaloaanuch sfihopus, 3KonIo-
3HBHOCTb H OTCYTCTBHE KPHTHKH K CBOEMY COCTOSIHHIO.

Y xeHwHu ¢ tpucomHeii no X xpomocome Habaiolanach B
YacTH C/yuyaeB JHIIb HEKOTOpas 3afepXXKa MOJ0BOro CO3peBaHHs.
[To anaMHeCTHYECKHM CBaIeHHs M, y 60.bHoil 34 JeT 6bIJIO HECKOMb:
KO GepeMeHHOCTeH, NpepBaHHLIX MEIHUHHCKHMHE abopTamH, 4TO
NOKa3blBaeT BO3MOXHOCTb  HOPMAJbHOTO  (QYHKUHOHHPOBAHHS
reHepaTHBHbIX OPraHoB NPH 3TOIl AHOMAJIHH.

Haun6onee xapakTepHbim nposBaenseM TtpHcomun no X 6biia
aTHNHuHast ¢opMa oaHroppeHHH, XxapakKTepH3ylowlasics CHHXe-
HHOM HHTeJANeKTa [0 CTENleHH JerKoil HJH cpelaneil Ae6HABLHOCTH
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ILPH COXPaHEHHH KPHTHYECKOrO OTHOWEHHs K CBOEMY COCTOSIHHIO i
NOBbIWEHHOH CEH3HTHBHOCTH.

Y ennuctBeHHoit ©GosbHOH ¢ MOHocomueln {10 X xpomocome
6bln  ycTaHOBJeH THNHYHbIH cHHapom Illepemesckoro-TepHepa
(oyeHb HH3KHil POCT—OTK.JOHeHHe GoJsiee 50, KOpPOTKas illesi, OTCYT-
CTBHE BTOPHYHBIX TIOJIOBbIX MPH3HAKOB) H ONHroQpeHHs CTefeHH
yMepeHHO BblpaXKeHHO# (eOH/ILHOCTH ¢ 3A(OpHelH H OTCYTCTBHEM
KPHTHYECKOTO OTHOWEHHS K CBOEMY COCTOSIHHIO.

Knuunueckoe obGciegoBaHHe GOJNBHBIX H3 YyYpeXAeHHA Aas
JuL ¢ JedeKTaMH OpPraHoOB C/yXa, 3PEHHs1 H PeYH H H3 MCHXOHEBPO-
JIOTHYeCKHX GOJIbHHL NMOKas3aJio, YTO Y BceX ITHX OGosbHBIX 3abose-
BaHHsA, TIO NOBOAY KCTOPbIX OHH HAXOAHJIHCH B YNOMAHYTHIX y4pex-
LeHHSX, HOCHJIH XapaKTep COMYTCTBYIOWIHX MO OTHOLIEHHIO K aHe-
ynronans mo X XpoMoconme.

B uesom mo Bcefi rpynne o6ciefoBaHHbIX, IO aHaMHecTHYe-
CKUM cBeleHunaM, Hab/ionalcs BbICOKHil YpOBeHb HapyllleHHii Te-
yenns 6epeMeHHOCTH H POAOB, NMPEAIeCTBOBABIUHX HX UOABAEHHIO
Ha OBeT: TOKCHKO3bl G6epeMeHHOCTH, YNpOXalOWiHfA BLIKHAbILI,
pasBHTHe achukcHn B poglax- TakHe oBelleHHs HMeauchb y 15 m3
26 MyskunH 'y 6 m3 12 OKeHmH, o06CJelOBaHHbIX HaMH. ¥
aHeyNJIOHLOB ¢ BBICOKOMR YacTOTOM Ha6JiolajHCh Pa3siHyHble BPOXK-
JleHHble YPOJACTBA: AH3A0HTO3, JedeKTbl CTPOEHHS KOHEYHOCTeHd,
rnas ¥ T. A., — HaGalofaBwHecs y 11 u3 29 myxuns u y 6 H3
13 xeHumHH. He MeHee 4acTo y 3THX 60/IbHBIX HMENH MECTO pas/Hy-
Hble CHMNTOMBI opraHHueckoro nopaxkenns LIHC, «kortoprie Gblru
BbisiBJieHbl Y 15 #3 29 MyxuHH H1y 5 u3 13 xenmuu. Yawe scero
Hab/lo1a/IHCh HEXCCTAaTOUHOCTb 'KOHBEPTeHUHH, Napesbl YepefiHo-
MO3JroBbIX HEpBOB, peXe mnapesbl KOHEYHOCTei, NaTOJOTHYECKHe
3HakH. B rpynne 60JbHBIX ¢ Ha3BAHHLIMH Bbillle  OCJOXCHEHHSMH
yallle OTMEYA/JHCh 3aJepXXKa (l0JI0BOTO pa3BHTHs H Gosiee BbIpa-
XeHHas CTelleHb CHHXXeHHS HHTeN/IeKTa.

OrmeyeHo, 4TO 3HayHTeJNbHas 4YacTb OOJbHBLIX ¢ aHeymJso-
HOHAMH Mo X XpOMOCOMEe NPH ‘YCJOBHH CNelHabHOro o6yuyeHHs B
BCMIOMOTaTeNbHbIX LIKOJMAX WMOXeT MOJYYHTh HeKkoTopoe o6paso-
BaHie, OnpejeseRHyl0 NPodeccHI0 H NPHCNOCOGHTBLCA K JKH3HH.
Ounnako B psijle c/y4yaeB NepeBod HX B TakKHe IWIKOJbI IIPOH3BOAMICH
HECBOeBPEOMEHHO, YTO OOYCJ/OBJEHO TPYAHOCTAMH DaHHeR KAHHHUe-
CKO#l IHATHOCTHKH paccMaTpHBaeMbiX daboseBaHH.

OBCY)XIAEHHE PE3YJIbTATOB

PaccMoTpeHHe AaHHBIX MOMYJAIHOHHOTO HCC/JASIOBaHHS MOKa-
3blBaeT, UTO Pe3y/]bTaTbl OOGCJAEOBaHH HOPMAJIBHOTO HacCeseHHs,
BCMIOMOTaTeIbHbIX WKO/M AJIs YMCTBEHHO OTCTalblX H AJs-AeTedl ¢
AedeKTaMH OPraHoB C/yXa, 3peHHs M PeyH, a TaKxke Pe3y/bTaTh!
o6c/eI0BaHHA B JIOMax HHBAJHIA0B AJsi B3POC/AbIX He BBIXOAAT 3a
qpefesbl TeX AAaHHBIX, KOTOPble GbIIH MONYueHbl NPH aHAJCTHUHBIX
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HCC/IONOBAHHAX B YUPeXAEHHAX Toro e Tuna. To, 4TO Mbi He
HabMoaanu NOBLIMEHHON YacTOTHl GOJBHBIX ¢ AHEYMIOWAHAMH MO
X XpoMocoMe B NCHXOHEBPOJOTHUGCKHX GONBLHHLUAX H B AETCKHX
AoMaxX HHBANHAOB, MOXET OODBACHATBCH OPPAHHUEHHBIM OOBOMOM
BbIGOPOK 06C/I6A0BalHbLIX B STHX yupexaeHusx. Taxkum o6pa3om,
B uenoM oO0WHe pe3ysbTaThl MNONYJAAUHOHHBIX  HOCJALOBaHUIl
H30paHHbIX KOHTHHTEHTOB HaceneHnsi CBepA/OBCKOil o6nacTh,
npexcrabisioweii reorpaguyeckn Cpegnuit Ypaa, nossoasior che-
J1aTh BbIBOJ, UTO N0 O6lUeil UYHCJAGHHOCTH aHEYMJOHAOB H 110 HX
Bcrpeyaemoctd CBepAnoBcKasi 06JacThb  He JaeT CTaTHCTHUECKH
3HAYHMBbIX OT/JHUHI OT APYrHX H3IYYEHHBIX B 3TOM OTHOUIEHHH
PerioHoB, uTO NO3BOJfET CYHTATb BLIBOABI, MONYYEHHbLle HA OCHO-
BaHHN LAHHOrO HCCAENOBAHHA, HMeOWHMH obliee 3HayeHHe.

CoBMmecTHOe paceMOTpEHHe pe3yJbTaToB  {1ONYJAALHOHHOTO H
KJIHHHUECKOTO HCC/eROBaHHil, NIPH COMOCTABACHHH HX € JaHHBIMH
JHTEpATYphl, dI03BC/AACT NMPHATH K HEKOTOPbEM BhIBOAaM 06 obuiei
CyAb6e MOABAAIOWEXCA B MONYJSAUHH GOJbHBIX € @HEYNJOHAHSMH
no X xpomocoMe.

YcranoBnenHblit HaMH (akT -BbICOKOi YaCTOTH BCTPEUAGMOCTH
HapylwleHHA TeyeHHs 6GepeMeHHOCTH H POAOB, MpPeAeCTBOBABIIIX
NOABMEHUIO HA cBeT OoabHbIX < aneynjoHmuamu mno X, n daxr
BLICOKOH YaCTOTblI Y HHX BPOXJEGHHBIX aHOMaJHil CTPOEHHA TeJa,
HMEIOUWIHX XapaKTep HeonmeuwH(pHYeCKHX HapyuleHHH  Pa3BHTHA
OTAENbHbBIX OPraHOB H TKaHeH 3K30TeHHOTO VIDOHCXOXAEHHS, cJe-
ayeT, NO-BHAHMOMY, pacUeHHBATL KakK CJeACTBHe NOBbILIEHHOI
BCONPHHMYHBOCTH aHOYIJIOHAOB K BHewHHM BpeaHocTsaM. Oue-
BHJIHO, 3TO ABJAfETCA OTpa)KeHHeM (akra MOHHXKEHHOR >KH3Hecno-
COOHOCTH, Bedyllei K SJAHMHHAUMH (HA MNYTAX <HEYAABIIHXCA»
GepemMeHHOCTEH, PAHHHX H MO3AHHX OMNOHTAaHHLIX abopTOB, MepTBO-
POXJEeHHH) BHAYHTENbHOIl YAaCTH MOABJMIOUHXCA aHEYNJIOHAOB,
NOKa3aHHOTO Ppe3yJibTaTaMH HCCAeNOBaKHIl CNIOHTaHHBIX a6opTOB.

YcTaHoBMeHHbIH HaMH (aKT OTCYTCTBHSI CTATHCTHUECKH 3HAUH-
MbIX pa3auuHil MeXIy 4YacTOTOH aHeynJoHAOB CPeaH HOBOPOXMAEH-
HbIX H B HOpMaJbHOM HaceJeHHH YKa3biBaeT Ha To, YTO YacToTa
HX C BO3pPacTOM CyulecTBeHHO He MeHseTcsi. [lo-BuauMmoMmy, oTMe-
YeHHasn B JAPYrHX HCC/IENOBAHHSIX BLICOKASl YacTOTa AHOYMJOHAHII
cpellH ‘MepTBODOXIAEHHbIX H YMHPAIOWHX B flepPHOA HOBOPOXAEHHO-
CTH He BefeT K 3HAUHTe/JbHOMY CHHXEHHIO 4acTOTbl aHeyMJICHIO0B
B HaceJeHHH, T. . €aMa HacToTa YMHpPAOUUX B JeTcTBe (fIpH
COBPEMEHHOM HH3KOM YDPOBHe METCKOil CMEpPTHOCTH) AOCTaTOYHO
Mana.

To, 4TO KOHLUEHTpallisi 3HAYHTE/bHON YacTH aHeyMJOHAOB B
BCMOMOraTeJbHbIX WKOJAaX JJAf YMCTBEHHO OTCTaJbIX He BeJeT K
CYWIECTBEHHOMY CHHXKEHHIO YacTOThl MX CPedH yyaluxcs obile-
06pa3oBaTe/bHBIX WIKOJA, M0 CPaBHEHHIO C HOBODPOXKAEHHBIMH, MO-
BHAMMOMY, OGDBACHSIETCS TeM, YTO aBCoMIOTHOE YHCO AHEYNJIOHAOB,
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o6yyalolHXCA B BCNOMOraTe/lbHbix MIKOJAX, OTHOCHTEJbHO HeBe-
JIAKO, 1O GPaBHEHHIO ¢ OOIUHM YHCJIOM HX B HaceJleHHH B LeJIOM.

TakuM o6pasonm, o61yio cyAb6y MOABJAIOWHXCA B NMOMYJSAUHH
aHeymJioHA0B 1Mo X XPOMOCOME MOXHO MPEACTaBHTb CJEeAYIOUIHM
o6pa3oM. JInsa HHX XxapakrepeH, BO-MepBbIX, BBICOKHI YPOBEHL
CMEPTHOCTH B MpeHaTaJbHOM (epHOAe, BeAylled K SJHMHHAUHH
3HAYHTEe/IbHOH YaCTH aHeYNJOHACB, YTO HaxXOAHT CBOE OTpaXkeHHe
B BBICOKOM YDOBHe HapylleHHil TeueHHss GepeMEHHOCTH H POAOB,
NpeluecTByIOHX HX TOABJEHHIO Ha CBeT, BBICOKOH Yacrore
yponcTB H opraHuyeckhx fnopaxenuit LIHC u, Bo-BTOpPBIX, CTabuaH-
3allHsi OGMeDTHOCTH B NMOCTHAaTaNlbHOM TMepHOJde, BCJAEACTBHE 4Yero
CYWeCTBEHHOrO CHHXKEHHS YacCTOThl POAMBLIHXCS  aHEYMJOHAOB,
B 0COOEHHOCTH TepeXHBUIKX MepHOA HOBOPOXKIEHHOCTH, He MpPOHC-
XOZHT. B mixosbHble rOAbl YacTb H3 HHX, HO, TMO-BHAHMOMY, AaJeKo
He Bce HYXAAIOLIHecs B 3TOM, MOCTYNalOT B BCMOMOTaTesabHbie
IIKOJBbl JAJIsi YMCTBEHHO OTCTaJbiX, TOrAa KakK OCTaJjbHble TPOAOJ-
XaloT YyuHTbcA B o6GlleoGpas3oBaTe/bHblX WKoJAaXx. B 3pesom Bo3-
pacte GOJbIUHHCTBO OOJNBHBIX € AaHOMAJHSAMH 4Hcaa X XPOMOCOM,
0oco6eHHO NpPH YCJAOBHH <COOTBETCTBYIOLIEr0 OOyYeHHs, OCTaloTCH
TPYAOCNOCOGHBIMH K MOTYT TIPHCNOCCOHTBCA K XXH3HH B obliecTse.
OGHapyeHHe TaKHX GOJBHBIX B YYPeXAEHHAX [IJS NCHXHYECKHX
6onbHbIX ¥ AAS JHI ¢ AedeKTaMH OPraHOB CJyXa, SPeHHA H pl. -
creflyeT CYHTaTb CAY4YaHHBIM sBJEHHeM, pe3yJbTaTOM pa3BHTHS
y GOJLHBLIX € aHeynJoHAHAMH 1o X BTOPOro, COMYTCTBYIOUIETO
3a6o/1eBaHHsI.

Oco6biit HHTEpec NPEeACTaBASIOT pe3yJbTaThl  KJAHHHYECKOro
HocsienoBaKA GosbHbIX. KaHHMYecKoe HccleloBaHHe ¥103BOJHJIO
YCTaHOBHTb YeTKHE DPa3JIHYHA B KJIHHHYECKOH KapTHHe oJxrodpe-
HHH, pa3BHBaiowlecs y GONBHBIX ¢ PA3JHYHBIMH THMAaMH aHeyMJOH-
anit no X xpomocoMe. B To BpeMsl Kak y MYXUYHH € NMOJHCCMHeH MO
X u y GonbHoM ¢ MoHocoMHefi no X HMeJa MeCTO KJHHHUecKas
KapTHHA THMHYHOIl ONHrOQperHH cteneny AeOGHAbHOCTH (a Y MaJb-
yika ¢ XXXY — uMOeUHJALHOCTH) € OTOYTCTBHEM KDHTHKH K CBO-
OMY COCTOfIHHIO. W Yy OoJblIHHCTBA ¢ 3HQopHeli, To Yy JAeBoOYeK C
TpHcoMHeit no X xpoMocome Ha6.iofanach aTHNH4YHaA dopMma OJH-
roppeHHH ¢ COXpaHeHHeM KDHTHYeCKOro OTHOIWIEHHSA K CBOeMYy
CCCTOSIHHIO H MOBBIIIEHHOM CEH3HTHBHOCTBIO. YCTaHOBJEHHEe TaKHX
KJHHHYECKHX Pa3jinyHil, NIOMHMO €ro AHarHOCTHYECKOTO 3HaYeHHs,
HHTEPECHO TeM, YTO OHO MOKa3biBaeT pa3/jHYHE MeXaHH3MOB pas-
BHTHAI oJiHroppeHHH y GO/MbHBIX C Pa3HBIMH THNAMH aHeYIJIOHAHH.
B wenom B peaynbTaTe KJAHHHYECKOTO HCC/eNOBaHHA  GOJNBHBIX
¢ Tpucamueit mo X xpomocome yAasloch TM0Ka3aTb, YTO 3TOT THM
aHOMaJHil yHcna X XpoMocoM BeleT K (OpMHPOBAHHIO onpeneseH-
HOil, A0CTaTOYHO ©AHHOOOpa3HOM KAHHHYECKOH KapTHHBI, Jomy-
OKalollell OT/IHYHE HX OT APYrHX OOJAbHBIX ¢ aHOMAJHAMH XPOMO-
COM H ¢ oauro(perHeil ¢ MOMOUILIO HCKJIIOYHTENbHO KIAHHHUECKHX
‘MeTO/IOB.
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OIHHM M3 HHTEPeCHbIX Pe3y/NbTAaTOB KAHHHYECKOTO ‘HCCaIEN0Ba-
HHs 6bIJIO ycTaHOBJeHHe akTa, uTO y GOJNBHBIX C aHEYNJOHAHIMH
no X xpoMocoMe € BLICOKOH 4acTOTOH HAGJIOLaOTCS CHMITOMBI
oprannyeckoro nopaxennss LIHC, xorcpoie HocaT xapakrtep Hecne-
uHGUUECKHX MOPaXKeHHil SK30TeHHOTo mpoHCXOXAeHHsi. Yacrtora
cHMNTOMOB opranHyecKoro mopaxeruss HHC y Goasseix ¢ aue-
YIVIOHAHAMH NO3BOJISET NPEANOJOXHTb, YTO aHOMaJHH YHCAa
X xpomocoM nenaloT ocoGeHHO PaHUMOH TIO OTHOWIGHHIO K BHell-
HHM BPEXHOCTSM LeHTpaJbHYIO HEepBHYIO cHcTeMy. To, uTO HMeHHo
y GOJbHEIX 3TOil rpynnbl HaGJIOAAIOTCS ADPEHMYILECTBEHHO TAXKe-
able GopMbl OHrOGPeHHH, TI03BOSET NPERNOJIOKHTb, YTO B MaT-
redese  osHro(peHuil, oO6yc,OBJEHHBIX ~ AHOMAJHAMH  YHCIA
X XpoMocoM, TOMHMO 3HAOPeHHBIX (PAKTOPOB, KAKOBBIMH SIBJSIOTCS
CaMH aHeyn/JOHZHH, OTpPEeNeJeHHYI0 POJb HPPaIOT IK3OTEHHbIe
$hakTopHI.

FoBopsi 0 KAHHHYECKHX TNPOSIBJAEHHAX OaHTodpeHHil, o6ycnoB-
JEeHHBIX AHOMAaMHAMH 4icaa X XPOMOCOM, CJedyeT YYHTHIBAaTb TPH
tdakTopa, onpelesISIIOWHX BbIPAXKEHHOCTb H BapHAGENbHCCTb CHMI-
TOMAaTHKH TPH 3THX aHoMmanausax: 1) BapHauHu Habopa XPOMOCOM,
2) BospacTHo#ii ¢akrtop, 3) ¢akT HaJHUHA CONMYTCTBYIOLIEro Opra-
Hudeckoro nopaxenns LJHC (ocoGenno BaxHblii A8 onpepeseHus
CTeNeHH CHHOKEHHA HHTe/MIeKTa) © HapyleHHi BHYTPHYTpoGHOro
pa3BHTHA MJoAA.

Vcxons u3 Toro, uTo BBHAY TPYAHOCTH paHHel KJHHHYeCKof
AHAaTHOCTHKH He y Bcex GOJIbHBIX ¢ aHOMaJHAMH uHcaa X xpoMo-
coM, o0HApYXHBAIOIWHX JerkHe (opMbl oaHrodpeHHH, cBoeBpe-
MEHHO CTaBHTCA QHaric@ osHroppeHHs H YTO  BCJEACTBHE 3TOTO
B pAje Cl1yyaeB OHH ¢ GOJIbIWIHM OMO3JaHHEM TIePeBOASATCS B BCNO-
MOTaTe/NbHble IKOJbl (HIH COBCOM He TIePeBOMATCA), YTO OTPHLUA-
TeJbHO CKa3bIBaeTcsh Ha HX Pa3IBHTHH, HaM TIpeACTaBJsAeTCs HeobXo-
AHMOIl OpraHH3auHsi UHTOreHeTHUeCKHX JabopaTopHil, XoTopbie
MoraH Obl ofecneyiTh WIHPOKOE BbisiBJAeHHe OOBHBIX C XPOMOCOM-
neiMH Goneansimu. HeoGxoznma AHcnancepHsauHs 3THX OGOJNbHBIX
H cGecneyeHHe CBOEBPEMEHHOro fiepeBoda HX B cJayyae HeoGXxomu-
MOCTH B CMeuHa/bHble YYpexKaeHHs, Trae Obl OHH MOTJH MOJY-
YHTb NMOATOTOBKY, HeOOGXOAHMYIO MM AJs TOTO, YTOGbl MOJANOLEHHO
NPHCNOCOOHTHCS K KHIHH.

OBLIHE BbIBOJbI

1. [TpoBemeHo koMuJekcHOoe NONYJASUHOHHOE M KJAHHHYECKoe
H3ydeHHe oanroppenHii, 0OYCJOBJEHHBIX  aHOMAJHAMH WHCIa
X xpomocom (aHeynaouaHsMy no X XpcMocoMe) B psile KOHTHH-
reuToB Hacenenus CBepiJoBckoil obaact cOlueil  YHCAEHHOCTHIO
15273 venoBeka ¢ uUe.bIO BBHIABJAEHHS KpaeBblX OCOOEHHOCTel
pacnpocTpaHEHHOCTH 3THX 3aGoneBaHuil Ha Teppuropun CpenHnero
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Ypana, ycTaHOB/AeHHS CYAbObl aHEeyNJOHAOB B HaceJeHHH H KJIHHH-
YECKOTO HCCefOBaHHA BbIABAEHHBIX GOJbHbIX.

2. HactoTa GOJBHBIX ¢ aHOMaJHAMH YHcIa X XPOMOCOM cpedH
yuawnxcsi o6uleo6pa3oBaTesibHbIX IWIKOJ H B BHIGOPKE HOPMaJb-
HOro B3POC/ICTO HAace/eHHs He OTJIHYAeTCsi CTaTHCTHYECKH JOCTo-
BCPHO OT YaCTOThl HX CPeXH HOBOPOMISHHDIX.

3. HacToTa MYXXUHH ¢ aHOMaJHAMH 4HC/Ia X XPOMOCOM H KeH-
IHH ¢ TPpHCcoMHeH mo X XpoMocoMe JOCTOBEPHO MNOBbILIEHA, M0
CPaBHEHHIO ¢ HOBOPOXKAEHHBIMH H BbIGODKOH HOPMAJBLHOTO B3pOC-
JOro 'HacesNeHHs,, TOJbKO <CPEAH TYYAl(HXCA BOMOMOraTesbHBIX
WKOJA AJfA 'YMCTBEHHO OTCTaJbIX, TOMMAa KaK BO BCeX MAPYTHX
06C/IeROBaHHBIX YUPEXAEHHAX YacTCTa TakHX GOJIbHBEIX He OT/HYa-
eTCfl CTaTHCTHYECKH MOCTOBEPHO OT YAaCTOThl HX CPelH HOBOPOXIEH-
HBIX H HOpMaJsibHOro Hacesenusi. Hactora MoHocomun no X xpomo-
comMe BO BCeX OOC/JENOBAaHHBIX YUPeXAEHHAX He OTJIHYAETCS CTaTH-
CTHYECKH 3HAYHMO OT YaCTOThl HX CPelH HOBOPOXIEHHbIX.

4. PesyabtaThl MONYJASUHOHHOTO HCCAEAOBAHHS MOKa3biBalOT,
YTO MO BCTPEYaeMOCTH H pacipefesieHHIO GOJbHBIX € aHEYIJIOHAHS-
yMH no X xpomocome CsepasnoBckasi 006JacTb, NpeACTaBiasioLlas
co6oft reorpaduueckn Cpeanuit Ypas, He oGHapyKHBaeT cyluecT-
BEHHbIX OTJIHYHA OT APYLFHX HBYYEHHBIX B 3TOM OTHOLIEHHH paii-
OHOB, YTO MO3BOJSIET CUHTATH MOVIyYEeHHblE Pe3yJabTaThl HMeEIOWHMH
obHi HHTEpEC.

5. Y Bcex MYXHuHH ¢ noaHcoMHeit no X XpoMocoMe paadBifBaeTCs
cuuapom Knahudenbtepa, BbipaXieHHOCTb KoToporo Goablie Y
GospHbix ¢ Habopom nosoBbix xpoMocoMm XXXY, ueM y 60onbHBIX
¢ HabopoMm xpomocoM XXY. Cuuapom noaHoctbio dopMmupyercss B
BO3pACTe {I0JI0BOr0 co3peBaHHAl. Y GONbHBIX 3pevioro BO3pacTa
OTMeueHO paHHee cTapeHHe. Y Bcex MyXUHH < HabopoM XpoMOCOM
XXY wna6bmoaanach KJIHHHYUECKAass KapmHHa TUNHYHOK  OJIHTO-
¢peHun creneHn AeGHAbHOCTH. ¥ 60JbHOrO ¢ Ha6OPOM XpOMOCOM
XXXY na6baioganach KIHHHYUeOKAs KapTHHA OJHTOQPEHHH CTelleHH
HMOEUHIBHOCTH.

6. ¥V GonbliMHCTBA XMEHWHH ¢ TpHcoMHed mo X xpoMmocoMe
oTMeuanachb eJHHOOOpasHas KJHHHYeCKass KapTHHa, B KOTOpyio
BXOAH/IH HEKOTOPasi 3afepX<Ka (l0JOBOr0 CO3PeBaHHA H AaTHMHYHASN
¢dopMa ONHroppeHHH, XapaKTepH3YIOIAACA CHHXKEHHeM HHTeJJeK-
Ta RO CTeneHH Jerkofl AeGHJbHOCTH NPH COXPaHEHHH KPHTHue-
CKOTO OTHOIWIEHHS K CBOEMY COCTOSINHIO H TIOBbILIEHHOH CEeH3HTHB-
HocTH. ¥ GosbHoft ¢ MoHocomuedi no X xpomocoMe Habawoaancs
THnHuHblit cuuapom llepewesckcro-TepHepa.

7. o Bceit rpynne o6¢c/e10BARHBIX HaMH GOJIbHbIX € aHeYIlJIOH-
anavu no X xpoMmocoMe 6blla OTMeueHa BbICOKash 4acToTa Hapy-
IWIeHHA TeyeHHs] GepeMeHHOCTH H POAOB, TPEALIECTBOBABIIHX HX
NOABJEHHIO Ha CBeT, BbICOKAash 4acToTa BPOXMEHHBIX YPOACTB H
CHMNTOMOB opraHuueckoro nopaxiennss LIHC, urto yka3biBaer Ha
NOBLILIEHHYI0 BOCTIPHHMYHBOCTb aHEYMJIOHAOB K IK3OrEHHLIM MaTo-
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TeHHBIM Bo3ZeiicTBHAM. TIpi 3TOM y GOJbHBIX ¢ TakHMH OCJOXHe-
HHAMH Yallle OTMeYaJHChb 3aJepXXKa M0JIOBOrO pa3BHTHA M Goaee
BbIpaX<eHHas CTemeHb CHHXKEeHHS HHTe/JIeKTa.

8. ConocraBiieHHe Pesy/bTaTOB MONMYJSUHOHHBIX # KJIHHHYe-
CKHX HMCCJIefloBaHHil TmO3BOJsIET NMPeACTAaBHTL OOWLYI0 CYAb6Y nosas-
JAOIMHUXCA B NONYAAUHH aHeynaouaui no X xpomocome. Jias Hux
XapakTepeH, BO-NIEPBbiX, BLICOKHA YDOBEHb CMEPTHOCTH B TpeHa-
TaJbHOM MepHole, BeAyuleil K 3MHMHHALUMH 3HAYHTEJILHON YacTH
aleyNnJoH0B, YTO HAXOAHT CBOE OTPa)KeHHe B BbLICOKOM YpPOBHe
uapyumesuit TeyeHHA  6epeMeHHOCTH H POINOB,  BpPOX/EHHBIX
yPOARCTB ‘U oprannyeckux mopaxenuit LHHC, u, Bo-BTOpBIX, CcTabu-
JIH3alHsA CMEPTHOCTH B NMOCTHAaTaNbHOM NMepHOde, BCJEACTBHE Yero
CYIIECTBEHHOIO CHHXKE@HHA YacTOTbl AHEYNJOHIAOB <CpeiH pOAHB-
HIHXCA, H B OCOGEHHOCTH MepPeXXHBUIHX fNEePHOA HOBOPOXKIEHHOCTH,
He MPOUCXOAHT- B 1IKOJAbHBIE rofbl YacTb H3 HHX, HO AaJeKo He BCe,
KOHUEHTPHPYeTCS B CNELHANbHbIX YUYPEXAEHHSX IS YMCTBEHHO
OTCTaJbIX, B KOTOPBIX 3HaYHTeJNbHAd YacTb WMaJbYHKOB H TOYTH
BCe NEBOUKH MOTYT MOJYYHTb HeKOoTOpoe o6Gpa3oBaHHe H HECJHOX-
HYI0 CMELHaJbHOCTb. B 3pesoM Bo3pacTe JHIIL €IHHHUBI M3 HHX
OKa3bIBaIOTCS HEOMOCOGHLIMH NMPHCMOCOGHTLCA K KH3HH.

9. OmMeueHo, YTO He Yy BCeX GOJBHBLIX ¢ aHOMAJHSAMH UYHCNa
X xpoMmocoM, OOHapyXHBAaIOWHX JerkHe (OpMbl OVIHrOQpeHity,
CBCEBPEMEHHO CTAaBHTCS JIHaTHO3 OJHPOQPEHHA, H MO3ITOMY OHH
He Bcerja CBOeBpPeMEHHO MepeBOAATCS B BCMIOMOraTeJbHble HIKOJBL,
YTO OTPHUATEJbHO CKa3biBaeTCH Ha Pa3BHTHH GOJILHLIX, He moJay-
YaOLIHX CMeLHa bHOH NOArOTOBKH.

10. Hawe nccaeqoBaHue elle pa3 MOKasbiBaeT, YTO B LeAsX
paHHell QHarHOCTHKH XPOMOCOMHbIX Gosie3neil HeoGxoaHMma opra-
HH3aUHA UHTOTEHETHYECKHX JabopaTopHM, KOTOpble MOFIH Obl
oGecneynThb ilIHPOKOe BbifiBJeHHe OOJNbHBIX € AHOMAJHAMH XPOMO-
coM. Heo6xoauma aHonaHcepH3aLHs 3THX GoJbHBIX H ofecneuenue
CBO®BPEMEHHONO MepeBoja HX, B C/lyyae HEOOXORHMOCTH, B CfelH-
aJbHble YYpexJeHHs, rie OHH -MOTrAH Obl TPONTH MOArOTOBKY, Heob-
XOQHMYI0O UM JJsi TOro, 4Tto6bl NONHOUEHHO IIPHCTIOCOBHTLCA
K XKH3HH.



-Marepnaabl  auccepTaliH  LOKNAABLIBAJHCL HA HTOrOBBIX
rofnyueix KoHpepenunax CBepaNOBCKOro -MeQHUHHCKOTO HHCTH-
TYTa COBMECTHO C MJeHapHbIMH 3acefainaMH CBepAJOBCKOTO OTie-
aenns O6uiecTBa HeBpONaTo/NOroB i ncuxuatpoB (r. CBepanosck,
1967, 1968), na cosewanun no mpofaeMaM TeopeTHYeCKOH GHOJIO-
run (r. Moxanck, 1967), Ha KoHpepeHIHH 10 UHTOTEHETHKE YeJso-
BeKa H 3KCIepHMeHTaabHbIX XHBOTHbIX (r. Mocksa, 1967), 8 ot-
nene obwefl panHoGHONOMMH M paaHauwosHofi preHetHkH HMP
AMH CCCP (r. O6miHck, 1968), B xsmmnuke um. C. C. KopcakoBa
1 MOJIMH (r. MockBa, 1968).
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