B00 O MPCINOIAraeMbIX OCMOMXHCHHAX TCPMIYCCKOH
TpaBMBI M BEPOATHOCTH DA3BHTH HeONArONPUATHOrO
HeX0Aa.

BriBoak!

! OucHHBAS COLMATHHO-IKOHOMMYECKHIl CTaTyc
ceMeil. B KOTOPBIX MOCTPAZANH OCTH B pelyMbTaTe Tep-
VHUYCCKOH TPABMBL CNEMYCT OTMETHTh HX HM3KMH COLM-
AAbHBIA CTATVC. OTCYTCTBHE BOIMOXKHOCTH MATCPHAILHOMN
NOLIEPKKH B TEHEHWH, YTO B AEPHOA HEAOCTATOWHOrQ
| YHHAHCHPOBAHNA OKA3HLIBAET OTPHUATCLHOE BAHAHHE Ha
TeUCHHE H HCXOA 0XKOroBO#H 60/IE3HH.

2.ComyTCTBYIOmAA NATOIOTHA. MNEPHHATANBHOC
nopkerite LHC, suytpuyTpofHOoe HHPHUMPOBaHHE,
AKYIIEepCcKoe nocobue B poaax H XPOHHHECKAA COMATHYE-
CKA MATONOTHS ORA3LIBANOT HEOMArONMPHATHOC BAHSHHE
H3 TEYEHHC OXKOTOBOIi Gone3mu y acred. BoawsnmucTso
1CTeH C YKA3aHHBIMH TNATONOMHYECKHMH OTKIOHCHHAMH
(OpPMUPYIOT FPY MLl ACTEH C MPOABICHHAMH TOKCEMHH H
CEITTHKO-TOKCEMMH, B TO BpeMA, KaK GOTbUIHHCTBO NO-
CTPAJABIIMN C HEOTATOLICHHBIM (DOHOM MEPEHOCAT 03KO-
roBy10 6071€3Hb GoNee rnanko.

3.YBenmueHue JOrocnuTanbHOro BpemeHu Gonee
yem Ha 24 waca Ha 20% yBe/IMMHBACT PHCK Pa3BHTHA Ta-
KHN OCIOXHEHMIT 0’KOTOBOMH GONICIAH KaK CENCHC, OCTPBIH
PECIMPATOPHBIA MICTPECC-CHHAPOM H MYIBTHOPraHHaA
IHCVHKIHA.

4 [IpeacraBneHHbIE HAHHEIE MMO3BOMAIOT CACIATH
BLIBOA, MTO MUl AANbHEHINEro yTydINeRAuds pe3ynbTaToB
JeMEHHA JeTeil ¢ TEpPMUMECKOH TPABMOH HCODXOMINM no-
1ICK HOBBIN HAMPABNEHIH HHTCHCHBHOH Teparmus. Hanbo-
J1€¢ MepCMeKTHBHLIM HANDABNEHHEM, HA HAI B3rNA1. AB-
AACTCA AKTHBALUMA ECTECTBCHHBIX MEXAHH3MOB AHTHOAK-
TEPHATHHOA 3ALIMTBL YFHCTCHHE KOTOPHIX THIMYHO A
oorosoii 6one3AH 0coOGeHHO y AcTell ¢ OTATOWEHHLIM
mpeMOPOHIAHBIM HOHOM.
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YK 616.-055..5:575.224.23
H.B. Hiukurina

OUEHKA CHTYANIUH C XPOMOCOMHEIMH
BOJIE3HAMH Y HOBOPOXAEHHKIX IETEH
r. EKATEPHHBYPT A

YpansCcrag rocy JapCTBEHHAA MEIMUHHCKAS AKAJEHA

Kak m3BecTHO, cpeamas NOMYALHOHHAA YacToTa
XPOMOCOMHBIX HAaPYILICHIN{ B Hauleii CTpane COCTaBACT B
cpearem 6—7 cmyraeB Ha 1000 HOBOPOXIEHHBIX AETEH.
BMmecre ¢ TeM B HEKOTOPBIX PETHOHAX OTMCHEHB! OTKIIO-
HEHHA OT AAHHOTO NOKA3ATENA B Ty HJIH HHYIO CTODOHY.
B CBA3K € TEM, YTO A0 HACTOMUCIO BPCMEHH ICTATBHOH
OLEHKH CHTYallHH C NPOMOCOMHBIMH 60/7€3RAMH (CHH-
apoMami) B T. Exatepunfypre He NMPOBOAWNIOCH, UCHBIO
HACTOALICH PaGOTHI ABHNOCH H3YYEHHE YACTOTbI XPOMO-
COMHOH TATOJIOTHH CPEAH HOBOPOXACHIBIX ACTEl B Te-
YCHHE NOCNEAHHX NATH JeT. Jlna paHHeH KIHHIKO—UHTO~
IMEHETHMCCKOH MMATHOCTAKH B YCNOBHAX DOAMTLHOTO
JOMa B CHy'ae NOJO3PEHHA HAa XPOMOCOMHMLIN CHHIPOM
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OCYUICCTB./UUICA BRICI neIHaTpa-rcHETHKA ofnactHoro

UCHTPA ILTAHHPOBAHIA CceMbH H penpoaykuun (OLL-
fICuP).

3a nepuon ¢ 1994 no 1998rr. B r. ExatepimGypre:

pomL1och 60441 HOBOPOKICHHBIX. H3 KOTOPBIX 68 acTeil
¢ IHTOTCHCTIMECKH MOJITBCPXACHHBIM CHHApoMom Jlay-
Ha (Tabn.1).
Tabanua |
Hacrora poskacHux getelf ¢ cunapomon Jlayua
B r. EkatepunGypre

. Komnrectso

| Moa HOBOPOXK- noatecp:kiacHHoro | Yacrora
! JCHHBIN cuHapoma JayHa .
P1994 T 12902 10 1:1290
L1995 12378 11 1:1127
L1996 T 10774 20 1:539
L1997 11934 10 1:1193
(1998 | 12444 17 1:732

Toxasatens cpeaneii vacTorsl cuiapoma Jaywa 3a
YKI3aHHBIT NEpiol COCTaBHA 1:889 HOBOPOMKIACHHLIX H

YKIAJRIBAICA B OOMENOMY/IALHOHHYIO “ACTOTY. Bomb-

UIyt0 4aCTs BBUIBJICHHBIX HAMH CTy4yacs COCTaBMJIH TPO-
CTble TpHCOMHM 21. B nByx cmyyasx mpocTas TPHCOMHA
CoMCTANach C MHBEPCHEH 9 XpOMOCOMBL MO3aMYHBIX
(dopm HamH He BeLaBneHO. TpaHcioxkawonuas ¢opma
omMeuanacs B 6 cayyaax (9%), w3 Hux B 3-x cryyaax —
TPAHCI0KAUMA OTHOHMEKHBIX XpomocoM  (21:21), B 2—x
cayqaiN —- ( (1:21) n B ommom — 1 (13:21). HaTtepecuo
OTMCTHTL. YT TONLKO B 1998 roxy HamH ObL10 3aperHcT-
PHPOBAHO Cpa3y 4 CIY'uasd TPAHCIOKALHOHHBIX (OPM.
Kpome T0ro, Ham yaanocs oTMETHTh eme 6oiec HeopAH-
HAPHYIO CHTYALO, KOTAA B OJMH M TOT Xe ACHbL H3 pas-
HBIN DOAMNBHBIN JOMOB OJHOBPEMEHHO MOCTYMLNAa HA
UHTOrEHCTHYECKHH AHATH3 KPOBb JBYX HOBOPOXIEHHLIX
MTbYMHKOB C IONO3PCHHCM HAa CHHOpPOM JlayHa, KoTopblii
nokazan B oboux ciyyaax kapuotun 46, XY t (21:21).
AHAIH3 KapHOTHNA DOANMTEIEH MATOJOTHH HE BRIABII,
YTO 1an0 BO3IMOKHOCTR PACUCHHTbL YKA3ZAHHBIE CIy4aH
KAK HOBBIC MYTALHM.

H3BeCTHO, YTO TPAHCIOKALMOHHbIE (hopMbl Gones-

Hu Jlayna cocraBastor asieHee 4% BCCX CAy4acB. H 0CO-
6eHHO pEmKO TPAHCIOKALMA OAHOMMEHHBIX XPOMOCOM t
(21:21). INoatoyMy, 4YTOGBI OTBECTH BCE COMHEHMA, MBI
NOBTOPHO OOCNSZOBAIHM JAHHBIX OPOOAHIOB B DPa3HbIE
JHH — UHTOTCHETHMECKHC HAXOAKM ObLTH BCPHOMIHpPO-
BaHsbl. 32 Bce BpeMa paGotel OLITICUP (9 aet) Gb110 BBI-
#BACHO BCero 4 noaoOMbIX cyvan.

Cpean apyrux tpucomuit 3a 1994—1998rr. BbLIB-
A1eHo 3 cayuas cunapoma [laray (vpucomama 13).

ToMHMO 3TOTO Ham BCTPETHAMCH PeAKHE BapHaH-
Tbl XPOMOCOMHBIX 3380,1€BaHHIi, 00yCNOBACHHBIX CTPYK-
TYPHBIMH NEPECTPOifkaMH ayTocoM: JeNElHA KOPOTKOro
nieua 18 XpomMocombi, AcieLMa LIHHHOTO IL1e4a 9 xpo-
MOCOMBI, AeJICMA ANHHHOrO ruieua 11 xpomocomsl, 4ac-
~THYHA TPHCOMHI HO 9 XPOMOCOME H YACTHMHAA TPHCO-
MHA N0 4 XPOMOCOME, CYHaH KO/MbUEBBIX Xpomocom 18,
15, Y, cmyuail nononHuTensioit KOMBUEBOI MAPKEPHOM

XpOMOCOMbI. BBHAY TOro, YTO TaKkHe BapHAaHTLI KpaiHe.

penKn, MX MOMYJIALUMOHHAA 4ACTOTA He yCTaHoBNEHA. Bee
Cy4aH \ACTHMHBIX MOHOCOMHH (JeNneumii) ABMAIOTCA
pe3yasTataM Mytauus de novo, a aBa ciy4as YaCTHUHBIX

TPHUCOMHH (RO 4 M 9 XpOMOCOMC) — YHACIEA0BaHEL Og-
Pa30BaHHE KOMBUEBO XPOMOCOMBI CBA3AHO C MOBPExKnae.
HHEM OOOMX ILTEY XPOMOCOMBI, B PE3Y/NBTATC “CTO CBo-
GOmHBIE KOHUBI LUCHTPHYECKOTO (JPArMEHTA COETHHTOTCY
Mexay coboi. Hocirens kombsueBsix XpoMocoM (eHota-
THYECKA NOXOXM Ha HOCHTENEH COOTBETCTIBYIOUIHX fe-
JELMH, @ 3KCAPECCHA KIHHIMECKOH KAPTHHBI 3ABHCHT of
Pa3MEPOB 1ENETHPOBAHHOIQ YHaCTKA.

Bce 3T CHHAPOMBI XapaKTEPU30BATHCH MHOMECT-
BCHHBIMH MOPOKAMM BHYTPEHHHX OPIaHOB., PC3KOH 13-
AEPAKOH NCHXOMOTOPHOTO PA3BHTHA B COMCTAHHH C MHO-
TOUMCNICHHEIMH MHKPO AHOMANHAMH.

3a yKa3aHHBbIA NEPHOA BPEMEHK HanMK OGbLs ompe-
ACNEHBI NOKA3AHUA K MPEHATANILHON IHATHOCTHKE M Mpo-
BEIEHO 276 aHAIH3IOB GHONTATOB- BOPCHHYATOIO XOPHO-
Ha, YTO NO3BOJIHNIO BBLIBHTb IHTOFCHETHYECKYIO NaTO0-
o y 22 nnoaos, yTo cocraB.vier 8%. CnekTp BhABNCH-
HO# NATONOTHH COCTABHNIH: CHHApoM JlayHa - y oaHoro,
cuHapom Ilaray - y Tpex, cHHapom Dasapaca - y AByx,
cuHapoM TepHepa - ¥ ueTbipex, CHHIPOM TPHCOMHH mo
xpomocome rpynnet C — y asyx. Bo Bcex Belucykasau-
HBIX Cmyvasnx DepemeHHOCTbL ObLTa npepBaHa B CPOKE 10
12 Heaeas.

Taxum obGpa3som, uactora cunapoma JlayHa cpenn
HOBOPOXKIEHHBbIX Acteit r. Exatepunbypra coBmagaer co
3HAUCHHEM CpeaHeHt nomynAuHonHoH. [Ipx Irom mw-
TCAbHBLT MOHHTOPHHT MO3BONHN BEIABHTB TPYAHOOOBAC-
HHMBIE BPEMCHMBIC TEPHOILI. POXKACHHA MAaNb4HMKOB C
KpalHe pEeAKMMH TPAaHCIOKAUHOHHBLIMH (popMaMu
(21;21), paHec B nMTCpPaTYpC HCOMHCAHHBIMH. Peaxue
BAPHAHTbI XPOMOCOMHBIX CHHAPOMOB BCTPEM:LOTCA CMo-
PAIMYECKH.

B pesynsTate NpEeHATATBHON AHATHOCTHKH. HaM
yaJanocs npeaorspatHTs 18 ciayyacs pokaeHusa aeteii-
WHBANHI0B C XPOMOCOMHOH NATOIOTHEN.

YK 616-053
0.A. Cunssckas, MLB. Counnuin, AL A. Ilnotnukosa

O ®OPMHUPOBAHHH 310POBbA JETEW HA
COBPEMEHHOM YPOBHE XH3HH,
OPOBJIEMEI BHIXAXKHBAHHA B JIEUEHAA

ypanbcxan TOCyapCTBCHHadA MCAHLMHCKAA aKaaeMHa

CoBpeMEHHbIC YCNOBHA OOHMTAHHA 4ENOBCKA Xa-
PAKTEpU3YIOTCA HcONAromnosyyHoi COLHANbLHOMH, JKOHO-
MHYECKOH M 3KOMOTH4ecKoit obcTaHoBkoH. Dxonormve-
CKaA Cpeda OTIHYACTCA MOBLILIEHRBIM BO3CHCTBHEM HA
OPraHH3M AHTPONOICHHLIX 3ArPA3HHTENCH. OOHapy*H-
BaeMbIX B MOMBC, BOJC, BO3AYXE, -~ COMNCH TOKEIBIX Me-
TAMNoB, OKCHAOB 230Ta H Yrnepoda, ¢opMmamsiaeruza.
x:1opa, (eHona, paJHOAKTHBHLIX BEIWIECTB M Ap. B pe-
3yMbTATE B MOMYJISLHH HAKOMHAACH OrPOMHAA NCHETHC-
CKH HeraTHBHaa uHpopmauua. Hepeaxu B cembax spea-

‘HbI€ NMPHBBIYKH, HCCG&HBHCH])OBEIHHOC MMHTAaHHKC C HEROC-

TaTOUuHBIM O0ECrneYeHHeM AETCKOTO OpraHH3Ma GemxkoM,
MMHEPATLHBIMH COJAME, MHKpodnemeHTamH. Ceroansn
MO)KHO FOBOPHTb HE TOIBKO 00 IKOIOTHYECKOM, HO H O
NICHXOJIOTHYECKOM 3arPA3HEHHH CPEAkl, MPHYCM, TC ILTH
WHBIE H3MEHCHHA HA MCHXO-3MOLHOKATLHOM YPOBHE 005-
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