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IMpepmncnosne

CoBpemeHHaa 6uonorusa, 0cobeHHO ee (iyHAamMeHTasIbHble
pasgenbl, KacaloLnecss OCHOB OpraHmsaumMmM u BOCMPOU3-
BE[leHNs1 XMBbIX OprauElsibe, CTpeMUTeNIbHO pPa3BUBaET-
cA. CTonb Ke ObICTPO'MPOrpeccupyroT reHeTUKa 4enose-
Ka 1 MeguUMHCKas reHeTmka.

Ha XIV MexayHapogHOM TreHeTUYecKOM KOHrpecce
B Mockse (aBryct 1978 roga) ynomuHanocb O 60nee
2500 Tunax HacneAacTBEHHbIX 3ab0neBaHWA, OMUCAHHbIX
rnaBHbIM 06pa3oM 3a HECKONbKO MnpejlecTBytowmx ¢o-
pymy pecaTuneTuin. 3aboneBaHusi Aenstcs Ha Tpu 60Mb-
Wne rpynnbl — reHHble  (owWnbKM B TeHax), XPOMOCOM-
Hble (HapyLlleHWa yucna U CTPYKTYpbl XPOMOCOM) U Te-
patoreHHble (NOBpeXAeHWA 3MOpMOHAa B Mepuoj pasBu-
TN 6GEepemMeHHOCTM). YCTaHOB/EHO, 4TO OKoMo 4,5—5 %
feTeli  poXgaeTcsi  HacnefCTBEHHO  HEMOSIHOLEHHbIMM
(oTAroweHHbIMK).

OpHako 3a nocnegHue 10—12 neT KO/MW4YeCTBO W3-
BECTHbIX HAaC/MeACTBEHHbIX 3ab0neBaHWMi YBEIMYUNOCL W
cocTaBnfeT B HacToswee Bpems o0kono 4000 HavmeHo-
BaHWi. VHbIMM cnoBamu, KaXfAblii rof BbifBAAETCA Mpu-
MepHO 100 HOBbIX 3ab0fieBaHWl. 3TO MPOMCXOAUT WU3-3a
TOro, 4TO, C OfHON CTOPOHbI, Hayka Bce 6onee MpPOHMKaeT
B reHeTWyeckue,  (u3nonornyeckme 1 GMoxvmuye-
CKME MeXaHM3Mbl 4YenoBeka, a C [ApYroii — 3aKonorunye-
ckas cpefa 06uTaHMsi BCe B 0OMbLUEA CTENeHU CTaHo-
BUTCA 3arps3HeHHOl K MaTpuubl 4YesloBeKa aKTWBHee
NnoABeprawTcs BO3AENCTBUIO, HapyLLAKTCA.

MHorne reHeTuyeckme 3abonesaHmsa  (okono  500)
YUYEHblE HayuWIUCb «UCMPaBATb» WAN BECTU NPOQUIaK-
TUKY WX MOCPeACTBOM [AUeTOo-, (DEPMEHTO- W TOPMOHOTe-
panun ¢ nocnefytowen reH8TUYECKON  KOHCynbTauuei
BCTyMmawowmx B 6pax.

3a nocnegHve rogbl B Hawein cTpaHe M34aHO MHOro
cneumnanbHbIX KHUF MO TFeHeTMKe YenoBeka. 310 — «OCHO-
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Bbl reHetuku 4enoseka» K. LUTtepHa, «BsegeHue B meau-
LUWHCKYIO TreHeTuky» B. T1. 3d¢pommcoHa, «LiuToreHetu-
Ka denoBeka», «JIeKUMW MO MEAMLMHCKOW TeHeTUKe» W
pag 6powop —«O HacneAcTBEHHOCTU: XPOMOCOMbI U Xpo-
MOCOMHble 6onesHu» W. VcaeBoil, «HacneacTBeHHOCTb Ye-
noseka» u «leHeTuka uyenoseka» b. B. KoHioxoBa u
tO. B. MawwnHa n gp. OfHako ANS LWKWPOKOro Kpyra 4u-
Tateneit 3Ta JfMTepatypa CNAOXKHA, a Hay4vyHo-nonynsap-
HOM, rge 6bl MPOCTO M ACHO WM3naraancb OCHOBHbIE MOJO-
XEHUA TeHeTUKM 4efioBeKa, AIBHO HeAocTaToyHo. Hactos-
L ana KHUra 4yacTMYHO BOCMOJSIHAET 3TOT Mpoben.

OgnH wn3 astopos (H. [O. TapaceHKko) Yyxe 6onee
YyeTBEPTW BeKa 4MTaeT NEeKUUM Ha Kypcax YCOBEpPLUEHCT-
BOBaHMA YyuuTeneil, cnywaTeneil Bbicweid napTWIiHON
wkonsl  (HoBocubupck), 06nacTHbIX U MeX061acTHbIX
Kypcax 0 npobnemax W ycnexax rFeHeTUKM MUKPOopra-
HM3MOB, PACTEHWI, >XMBOTHbLIX W 4enoBeka. Ero onbIT
MoKa3sblBaeT, YTO OO/bLIMHCTBO BOMPOCOB ClylUaTeNeid Tak
WM MHaye CBSI3aHO C TEHETMKOM uYenoBeka — Hacnepno-
BaHMEM rpynn KpoBu cuctembl ABO, pesyc-(pakTopom,
FEHHbIMW U XPOMOCOMHbIMW 6OME3HAMU W MPUYMHAMMK KX
nosasneHunsa *

ABTOpbl HaCTOAWEA KHUIM NOMbITANUCb OTBETUTHL Ha
Hanbosee 4acTo BCTpevaroLmecs BOMPOCHI.

Mpexxfe BCero pacckasblBaeTCcA O K/NEeTKe KakK OCHo-
Be BCEro pasHoo6pasusi XKM3HW. PaccMOTpeHbl Takue BOM-
pocbl, KakK Kofi HacneACTBeHHOCTU, CuHTe3 (cbopka)’
6e/1KOB, AeNeHne KNEeTKM.

OnwucaHbl JOBOMBHO YacTble Cay4van OTKAOMEHWA B Ha-
6ope XpOMOCOM, BO3HMKAKOLWUX B MEepUoj CO3peBaHMsA Mo-
NOBbIX rameT, B pe3y/bTaTe OMJIOLOTBOPEHUSA KOTOPbIX (hop-
MUPYHOTCH [AeTU C TsHkeneawunmm 3aboneBaHusiMU. ITO
cnyyanm poXxaeHUs AeBoveK € Habopom XpoMocom (Kapuo-
TUMOM) MajlbiMKa, aHOManMsAMU MOMOBLIX XPOMOCOM, Ha-
pPYyLWeHUAMN HEMOMOBLIX XPOMOCOM (ayTocom). PaccmoT-
PEHbl MPUYUHBI POXAEHWA AeTelr ¢ 47 Xxpomocomamu (Ha
Lpumepe cuHapoma [ayHa). [loka3aHa 3aBUCUMMOCTb BO3-
pacTa maTepyM W 4acTOTbl aHOMa/inii HEPBHOW CUCTEMbI Yy

1 Heo6X04MMO MOAYEPKHYTb, UYTO FeHeTMKa YeNnoBeKa CBs3aHa
He TOMbKO C ero 6uonoruein n uU3MONOrMed, HO U C KynbTYpPHbIMMN
O6blyasimMn 1 TpaguumMamu, MNOANTUYECKMMMU U O0COBEHHO couManb-
MbIMW acnekTamu [esTeNlbHOCTHU.
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peteli. YactoTa XPOMOCOMHbIX aHOMaauil cpean HOBOPOX-
[eHHbIX BbiCOKad u cocTtasnsder 1,5—2 %.

MoBecTByeTCsS O Hambonee pPacnpoCTPaHEHHbIX TFEHHbIX
«MaTPUYHbIX» 3ab0neBaHMAX y feTeil, MpUUYMHAX WX BO3-
HUKHOBEHMS, O XapaKTepe HacnefoBaHUS (JOMWUHAHTHbIE
N peLeccuBHble), CLENIeHMS C MOM0BbIMA XPOMOCOMaMMU
(nokann3oBaHHbIMU B MOMIOBbIX XpOMOCOMax) M ap. He-
60NbLIOK pasgen MOCBSLEH MNPUHUUNY O6GHapYXXeHUs TeH-
HbIX 3aboneBaHuii.

Paccka3blBaeTca O TpeTbeli rpynne BPOXAEHHbIX aHo-
Manuii, Ha3BaHHbIX «TepaTOreHHbIMU», TO ecTb 0 3abose-
BaHWAX, BbI3BaHHbLIX pPa3NUYHbLIMK QakTopamn (Bupyca-
MW, neKapcTBaMu, KYPeHWEeM, afKorofiem u T. f.) B nepu-
o4 ¢opmMupoBaHus 3MbpuoHa. dTa rpynna cocTasnset
okoso 2,5—3,0 % HOBOPOXAEHHbIX. Kpome TOro, 3Hauu-
TeNbHOE KOMMYECTBO MOBPEXAEHWUA HOBOPOXAEHHbIX NpO-
NCXOAWUT MpU POXAEHMM [eTeli TaK HasblBaeMbIMW CTapbl-
MW NepBOPOAKAMU — XKEHLMHAMU, POXAaKLWUMN MNepBblii
pas B Bo3pacTe cTapwe 25 ner.

KHunra cofepXXuT COBpPeMEHHble CTaTUCTMYECKWe [aH-
Hble O POXAAeMOCTW BO MHOIMX MPOMBbILLAEHHO Pa3BUTbIX
cTpaHax, B ToM uymucne u B CCCP. lMoka3aHa 4eTkasa 3a-
BUCMMOCTb MEXAY KOJMYeCTBOM [eTell B CeMbe W pa3Bu-
TMEM KONIIEKTMBUCTCKUX YepT UX XapakTepa. B cembsax
C OfHUM WAN Jaxe [ABYMSA AeTbMW, POAMBLUMMUCS C pas-
pblBOM B 8—12 neT, 4acTo (OPMUPYIOTCS SIMYHOCTU C
3rOUCTUYECKUMU HAK/OHHOCTSIMM, YTO B COLMOIOrMYECKON
nuTepaType MOAyyYnno HasBaHue «3PPeKT OAUHOUKU».
B 31Ol cBA3W HeNb3f He BCMOMHWTbL BblAalOLLErOCH CO-
BeTckoro negarora A. C. MakapeHKo, KOTOpbIii cuuTan
ONMTUMaNbHOW CeMblO, MMEIOLLYIO Tpex [eTeil, pPoAMBLUMX-
€A C He6ONbLINM BPEMEHHbIM WHTEPBA/IOM, YTO MO3BOMSET
UM ONTUMaNbHO (HOPMUPOBATLCA B MUKPOKONNEKTUBE.
B kHure paccmatpuBaetca ocobasl, HeBOCMOMHMMas 3Ha-
YMMOCTb MEPBbIX TPex NeT BOCNUTAHWUA B PasBUTUW Ye-
noseka. lMopyepkuBaeTcs BaKHOCTb 3TOr0 nepuoja B CTa-
HOB/MIEHUWN €ro XxapakTepa, (HOPMUPOBAHWM OCHOBbI WHTEN-
nekTa.

KHuUra HanucaHa >XMBbIM, AOCTYMHbIM $A3bIKOM W Y-
TaeTcs C WHTepecom. ABTOpaM B OCHOBHOM YAanocb Ao-
HecTM [0 yuTaTeneil CNOXHble W BMECTE C TEM BaXKHble
LOCTVKEHMSA U npobneMbl FeHeTUKWM Yenoseka. MpeacTas-
NeHHas ny6nukaums, 6e3 COMHeHus, OyfgeT crnoco6CTBo-
BaTb MOBbLILEHNIO 3HaHWIA 4YesioBeKa C camom cebe.

M. H. KupuueHko



Mnasa 1

K/fleTKa KakK OCHOBa >»XWU3HU

Ponb n cuHTe3 6enkos

Bce MHOroo6pasme XWBbIX OPraHW3MOB COCTOUT M3 Kie-
TOK. Knetka —3T0 CTPYKTypHas MW (YHKLMOHaNbHas
efMHMLA BCEro XXWMBOro, Mpom3BofsAlias (cTposas, CUH-
Tesupytouwiaa) 6enku. ToyHoe umcno 6enkos, HeobXxonu-
MOe A/ HOPMaNbHOW >XU3HEAEeATENbHOCTU KNEeTKW, Heus-
BECTHO, HO YCTAHOBNEHO, YTO OHO [AOCTUraeT MHOTUX CO-
TeH Tbica4Y. Henb3s HaWTu AByX Ntodeil, 3a MCKIOUYEHWEM
0fHOANLEBbIX 6/M3HELOB, WMEIOLWMX MOMHOCTbI0 OAMHA-
KoBble 6enku. benku coctoaT u3 20 aMWMHOKMUC/IOT: ana-
HWH, TAWUWH, TAIOTaMUHOBas KWCAoTa, TUCTMAMN, [Al0Ta-
MWH, acnaparvH, BajUM, neAyunH, nsoneyuH, METUOHUH,
apruHWH, AN3NH, TPEOHWH, TWUPO3MH, TpunTodaH, eHun-
anaHWH, acnapruHoBas KWC/0Ta, Cepuu, NPOAWMH U uucTe-
nH. Kaxpgas monekyna 6enka npeactaBnseT co60iM Lenb
yepeLylOLKXCA B ONpPefeneHHOM MOpsigKe Bbllenepeync-
NEeHHbIX aMWHOKWCAOT, YWUCA0 KOTOPbIX MOXeT AOCTUraTb
LLIeCTM — CEMU COTEH.

B opraHuame 4enoBeka 6e/iKM BbINOHAT pa3HO06pas-
Hble (YHKUMM. W3 6enKoB M MX COCTaBHbIX 4acTeil gop-
MUPYIOTCA (DEPMEHTbI, KOTOpPble CMOCOGCTBYIOT OCYLLECT-
B/IEHMIO MHOXECTBa peakuuii, MpOTeKalWwmnx B KaxAol
KneTke. benky MoryT geiicTBOBaTb M Kak FOPMOHbI.

Mpu HefocTaTke TEX WAM WHbIX aMWHOKWCNOT W 6en-
KOB OTAe/NbHble XXWU3HEHHO BaXKHble XMMUYECKME peakuunu
B OpraHvu3Me MOryT OblTb MPMOCTAHOB/EHbI UMW AaXe Bbl-
KMYeHbl U3 0OMEHHbIX MNPOLECCOB, YTO MPUBOAUT K Ha-
pylweHnto obmeHa BelecTB M B uTore —k 6onesHsam. Mon-
HOe nuweHue 6enKOBOW MMM Hen3BeXxHO MNpuBOAUT K
CMepTU, JaXKe Npu OBWABHOM MUTAHUM XUPaMWU W yrne-
BOAaMMU.

Benkn pasfnMyHbIX MNULLEBbIX MPOAYKTOB HepaBHOLEH-
Hbl MO COAEPXaHU B HWUX aMUHOKMCAOT. M3 20 amMuHo-
KUCNOT [NS CUMHTe3a 6ENKOB HE BCE OAMHAKOBO HYXXHbI.
Mpu HEAOCTAaTOYHOM MOCTYM/EHUN OFHUX aMWHOKMCIOT
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6enKy MOryT ObiTb 4aCTMYHO CUMHTE3MPOBaHbl W3 APYTrUX.
370 TaK HasbiBaeMble 3aMeHWMble aMWHOKMCAOTbl. OAHako
AeBATb amMMHOKMCNOT (M3 20) AO/MKHbI MOCTynaTtb B Op-
raHusm 006f3aTeslbHO, TaK KakK OHW He CMnOoCOOHbl CUHTe-
3MpoBaTbCA W3 APYrMX aMWHOKWUCAOT. 3TO He3aMeHVMble
aMuHokucnoTtbl. Cpefn nocnegHux Hambosee 4acto wuc-
NoMb3ylTCA fIM3WH, METUOHUH K TpuntogaH. OHM no-
NYYUAN Ha3BaHUe KPUTUYECKUX.

B onblTax Haf XXWMBOTHbIMW YCTaHOB/IEHO, YTO NULA
6e3 He3aMeHMMbIX aMWHOKUCIOT OYeHb CKOPO BbI3bIBAET
npu3Haky 6enKoBOl HeAOCTAaTOMHOCTM — 3a[EePXXKY poCTa,
MafioKpoBMWe, BbiNafeHWe BOSOC W Ap.

B kaxgoil monekyne 6efKa aMWHOKWCAOTbI Yepesy-
I0TCA B OMpefeneHHON nocnefoBaTeslbHOCTU. 3aMeHa of-
HO  aMWHOKWCNOTbI  APYroA MNPUBOAMT K  W3MEHEHUIO
CTPYKTYPbl ¥ (DYHKLMW MOneKynbl 6enka, noatomy Ans
opraHusmMa Takasf 3amMeHa He npoxogut 6eccnegHo. Ha-
npuvep, MoOAeKyna remornobuvHa CcOCTOMT U3 YeTblpex
6eNKOBbIX LlenoYeK. 3ameHa B KaKOM-HMOyab onpeaeneH-
HOM MeCTe B OfHO M3 LEno4yeKk, coctoswein u3 146 amu-
HOKMCOT, FIOTaMUHOBOW aMWHOKUCIOTbI BaJIMHOBO Mpu-
BOAUT K TsXenelwemy 3aboneBaHU — CEPrnoBULHO-KIIe-
TOYHON aHemun (HOPMUPYIOTCA SPUTPOLUTBLI  CEPNOBUS-
HO/ (POpMbl, He CMOCOOHbIE MEPEHOCUTb KUCAOPOA).

MocnegoBaTeNbHOCTb  aMUHOKUCAOT — MNPU CUHTE3E,
cbopke 6enKOB B K/eTKax OpraHusma Onpeaensietcs reHe-
TUYECKOW MNPOrpaMMON, 3a/0KEeHHON B KaXAOM OpraHus-
Me. OTa nporpamma XpaHuUTCs B AApe KeTKW B 0CO6bIX
CTPYKTypax, Ha3blBaemblX XpPOMOCOMaMu, B BUAE [E30KCK-
pnboHyKnenHosol kucnotbl (AHK)2 OCHOBHOI CTPyK-
TYPHbIA MaTepuan XpoMocom — He uuctaa AHK, a pge-
30KcuMpunboHykneonpoTeng (AHIM), To ecTb KoMmmnekc,
coctoawmii n3 benka n AHK. 3T0 Xumunuyeckoe coefnHe-
Hve O6bIN0  OTKPLITO ewe B 1869 rogy, HO TONbKO
B 1948—1949 rogax yfanocb [0OKas3aTb, YTO OHO fABNAET-
CSl MOJIEKYNSIPHBIM HOCUTENIEM HACNeACTBEHHOCTMW.

Monekyna OHK coctout 13 ABYX LEenoyek, nofobHbIX
LpYr Jpyry, 3aKpy4YeHHbIX B cnupanb. Kaxpgas w3 ueno-
Yyek npefcTaB/ieHa, B CBOK 04Yepedb, YeTbIpbMSA 4epegyto-
WMMUCA 3NeMeHTaMn — HykneoTugamu. Hykneotugbl co-

2 Hutn OHK MOXHO BMAETb B 3MEKTPOHHbIA MUKpPOCKON npu
yBenuyeHnn B 7300 Q0O pa3. OHM BLIMMAAAT B BUAe Ccrivpanu.
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Puc. 1. XMMWYeCKOoe CTpPOeHMe as3oTUCTbIX OCHOBaHWii HYKNENHO-
BbIX KWCNOT.

CTOAT M3 (hochaTHOro ocTatka, COefUHEHHOTO C Caxapom
[e30KCcMpn6030i M OAHWMM K3 YeTbipex a30TUCTbIX OCHOBA-
Huii: ageHuHom (A), ryaHuHom (M), TumuHom (T) wu um-
To3nHoMm (LL), KoTOpble coefuHeHbl C POCPOPHOM KMCNOTON
yepes caxap — Ae3okcupubosy (puc. 1). [OBe LENOYKM
B Monekyne [AHK coeguHeHbl BOLOPOAHLIMU CBA3AMM,
KOTOpble 06pa3ytoTcs MeXAy napoii OCHOBaHWA: afleHUH —
TUMWUH W TyaHWH — UUTO3MH. Ecnn B OfHOM LEnouke
CTOMT OCHOBaHWe A, TO BO BTOPON, HanpoTWB, HAxoauTCs
obsasatensHo T (puc. 2). MpumepHo 1000 yepenytouimx-
CA nap OCHOBaHWIA COOTBETCTBYHOT OfHOMY TeHY, a B KaX-
[0 KNneTKe COLEPXWUTCA L0 Of4HOro MuniMoHa reHos. Co-
BOKYMHOCTb BCEX FEHOB MNpeAcTaBnsAeT TFeHOTUM OpraHus-
Ma, a peasbHOe BbIpaXKeHWe MOCNefHero B YeNOBEKe Ha-
3blBaeTcA (HeHOTUNOM. PeHOTUN B 3HAYUTENbHON Mepe
3aBUCUT OT peasbHbIX YCNOBWIA, B KOTOPbIX (PYHKLUOHM-
pyeT reHoTwnm.

Ecnnm BbITAHYTb B OfHY HMTb Bce AHK wu3 opgHoi
KNeTKW 4efoBeka, TO ee [AMHa cocTasut 3 M 60 cm.
Bo Bpemsa mMuTOo3a (npouecca feneHus knetku)' Bca AHK
yKfiafblBaeTca B XPOMOCOMbl (XpPOMO — LBeT, cOMa — Te-
no). Xpomocom Bcero 23 napbl, TO ecTb 46 WTYK, U 006-
was agnmHa mx He npesbiwaet 200 MKM.

8



CTapas Hogas Hosas CTapan

Puc. 3. Cxema pen- Lens Leno Lens Lens

nvkaunn OHK.



OfHo n3 BaxkHelwmnx ceoiictB JHK — ee cnocobHOCTb
K CaMOBOCMPOU3BOACTBY, Ha3BaHHasa pennauvkauuein. Mpu
OMpefeneHHbIX YCNOBUAX B K/eTKe MNpPOMCXOAMT pennu-
Kauma nap A—T un ' —U. Ose Hutn AHK pacxogat-
CA, MPUYEM Ha KaXAoW M3 HUX, KaK Ha Martpuue, cpasy
e CUHTEe3NpYHTCA aHanoruyHble HUTK (puc. 3).

Cava [OHK HenocpeACTBEHHOr0 y4acTus B CUHTE3e
6enka He NpMHMMaeT, OAHAaKO OHa BAWAeT Ha 3TOT Mpo-
Lecc OnocpefoBaHHO, Yepe3 [ApPyryw Kucnoty — pubo-
HykneuHosyto (PHK). B otamume ot AHK PHK
O[lHOLENOYHa, BMECTO caxapa [Je30Kcupubosbl  UMeeT
pnbo3y ¥ BMECTO OCHOBaHUSA TUMWHa —ypauun (cm.
puc. 1).

B cuHTese 6enka MpuHUMalOT yvactue Tpu tuna PHK:
NHpopmMmaunoHHas (cuHTesupyetcs Ha JAHK, Kak Ha
matpuue, B A4pe KNeTKW, 3aTeM NOKuAaeT A4pO M Hanpas-
NAeTCA K OnpejeneHHbIM CTPYKTypam LUTONMasmbl — pu-
6ocomam, Ha KOTOpbIX OCYLLECTBNSAETCA CUHTE3 6enka);
pubocomanbHas W, HakKoHel, TpaHcrnopTHas (focTaBnser
onpefenieHHble  aMMHOKMUCNOTbI K pubocomam Ans cuen-
NEHNsT NX B MONEKyny 6enka).

Kakum >xe o06pa3om nocnefoBaTeslbHOCTb 4YeTbIpex oc-
HoBaHuii (A, I, T n L) B AHK onpegenser (kogupyeT)
nocnegosaTenbHOCTb 20 aMMHOKUCAOT B 6enke? [ns 3aTo-
ro npupoga B MpoLecce 3BOMOLMM cO3jana TaK HasbiBae-
MbIii FEHETUYECKUIA KOf.

Kak a3bykoii Mop3e (Tupe C TOYKOM) MOXHO 3anu-
catb M nepefaTb Nt060e COOOLEHNE, TaK W TEHETUYECKUM
KOLOM, BbIPaXEHHbIM 4YeTbipbMA OCHOBaHUSIMU, B BuUAe
TPWUNIETOB, MOXHO 3anucatb MOCNef0BaTENbHOCTb KaX-
4OV M3 20 aMWHOKUC/IOT M MOCTaBUTb UX B OMPEeAesieHHOe
MEecTO B 6E/IKOBOW LeNnoYKe — MOJIEKY/IE.

FeHeTnyecknii Kog, OTKpbITbIA B 1961—1964 ropax,
0Ka3anca MMEHHO TPWUNeTHbIM, TO eCTb TPW HYyKNeoTuja
B CTPOro oOnpefeneHHoON MoCnefoBaTeNbHOCTU KOAMPYOT
CBOKD aMWHOKMWCOTY B 0Genke npu ero cosfaHuu Ha cre-
umManbHOn maTpuue —uHdopmaymoHHoin PHK. Tpunnetr —
3TO He MpOCTO CAyyaiHas rpynnupoBKa W3 Tpex HYKJeo-
TUAOB: KaXAblii TpunneT onpegenser (KOAWPYET) BKIO-
YeHWe TONbKO CBOEM aMWHOKWUCNOTbl. YCTaHOBNEHO, 4TO
BOCEMb aMUWHOKWUCNOT MOTYT 6bITb 3aKOAMPOBaHbl B Cpej-
HeM [ABYMSA pasHbIMW Tpunnetamu, NATb aMUHOKUCAOT —
YeTbIpbMA, & TPU aMUHOKWUCIOTbl — aprUHUH, CEPUH U
NeiuMH — faxke LWeCTb0 TpunaeTamu, W TOMbKO [Be
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Puc. 4. Cnoaapb reneTun4ecKoro kKopga.

aMWHOKMC/NOTbI UMEIT M0 OAHOMY KOAMPYIOLWEMY Tpunie-
Ty (puc. 4).

Cnoco6bHocTb KogupoBaTb (yCTaHaB/nuMBaTb Ha oOrnpege-
NIEHHOe MEeCT0) OfHY W Ty >e aMWHOKWUCNOTY pasHbIMU
TpunaeTamu nojiyunna HasBaHWE BbIPOXKAEHHOCTU TeHe-
TUYecKoro kofa. bnarogapa nocnefHeid npupoge yAaet-
CA Kak Obl CHATb WYMbl (BO3MOXHble OLINO6KW), BO3HW-
Kalouwme npu paboTe reHeTMYecKoro martepuana, 0CO6eH-
HO Npu ero yABOEHUMU.

N3-3a BbIPOXAEHHOCTM  (MOBTOPEHHOCTM)' TeHeTuye-
CKOro Kofja He KaX/0e W3MeHeHWe OCHOBaHWi B Tpunne-
Tax MOXeT 0TpaxaTbCA Ha MOC/nejoBaTeslbHOCTM U Habo-
pe amMWHOKWUCNOT B Oenke, TO ecTb M3MEHATb reHeTuye-
CKWIA CMbICA. $IBNEHME BbIPOXAEHHOCTW FEHEeTUYeCcKoro
KOfa CHMXAeT 4acToTy BO3MOXHbIX CMOHTaHHbIX (ECTeCT-
BEHHbIX) W 3KCNEPUMEHTaNbHbIX W3MEHEeHWW (MyTaumin)"
Ha 24,5 %. Hannuune BbIPOXAEHHOCTU TEHETUYECKOro KO-
fa ABNAETCH, MOXHO CKa3aTb, HENnpeofo/MMbIM 6apbepom
Ha NyTWM MNOMyYeHWs HACNeACTBEHHbIX W3MEHeHWi onpe*
LeNeHHbIX MNPU3HaKkoB (/IOKYCOB) MO MHOIMMM reHam.

leHeTMYeCKUii  KoJ — YAMBUTENbHO  YHUBepCanbHOe
AB/IeHNe, TMpuUCyLlee BCEM W3BECTHbIM OpraHuM3mam ot
6akTepnoaros fo 4enoBeka. ITO MNOATBEPXKAaeT OOLLHOCTb
(M3 OQHOrO WMCTOYHMKA) MPOUCXOXKAEHUSA BCEr0 XMBOTO,
B TOM YucCne 1 Ye/oBeka.



[eneHne Knetku

Mpu paccMOTpeHWM KNeTKM B OBbIYHbIA CBETOBOW MWKPO-
CKOM BWMAHO, YTO rpaHuubl ee, 6narofaps HanMuuw 060-
NOYKU, YETKO ouepuyeHbl. YacTo B KieTKax 3amMeTHO A4po
(puc. 5, 6), Takxe uMetowee 0060/104KY. B HeKOTOpPbIX
KneTkax sgpa He BWAHO, HO PasNYalTCA CTPYKTYpPbI,
Ha3BaHHbIE XpoMocoMamu. OCHOBHON CTPYKTYPHbIA Ma-
Tepuan xpomocoMm (90 % maccbl) — 1€30KCMPUBOHYKNEO-
npoteng (AHT), To ecTb KOMMeKc, cocToawwuid u3 6en-
Ka n AHK. OTgenbHble yyacTKM XPOMOCOM, OTBETCTBEH-
Hble 3a MNpOsAB/EHWE ONpeAeneHHbIX MPU3HAKOB, Ha3blBa-
I0TCA reHamu.

XpomMOCcoMbl eCTb BO BCeX KieTKax 6e3 WCK/YeHus.
OfHako Habnwpaatb KX C MOMOLLbO MMKPOCKOMA MOXHO
TONLKO B TOM C/iydvae, €CAM OHU CXKaTbl, CAMPaan3oBaHbl,
MNOTHO ynakoBaHbl. B nepuop feneHus KneTku sgepHas
060/7104Kka pacTBOPAETCA, @ XPOMOCOMbl YKafblBalOTCH
B CNupanb, XOPOLIO OKpaliMBaloTCA CheyuanbHbIMU Kpa-

Puc. 5. Brewnnii BUL KIETKM.
12



Puc. 6. BHyTpeHHee CTpPOeHMe KNeTKM (CXema).

CUTENAMU W CTAHOBATCA BUAUMBIMW B CBETOBOM MWKPO-
ckon. [lanee XpOMOCOMbI pacrofnaratTcs MO0 3KBaTopy
KNeTKW, Jensitca M pPacxofAtcsa K pasHbiM nonwcam. [e-
AMTCA WM umTonnasma. XpOMOCOMbl BHOBb [fecnupannsy-
toTca (packpyumBaroTcs)' M 06pasyloT SiAEpHYH) 060/104KY.
TakK M3 OAHON MaTEpPUHCKOM KNeTKu o6pasyroTca ABe Ao-
YyepHue, COBEPLUEHHO OfMHAKOBble. VHTEpecHo, 4TO KONu-
yectBo AHK B HOBbIX K/ieTKax He yMeHbllaeTcd, a ocTa-
eTCH MNPEeXHUM, TaK Kak [0 Hayana [JeneHus npoucxogut
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ero ypasoeHue (pennukauusa). Takoe YABOEHME MOMYUUIIO
Ha3BaHWe MWUTO3a.

XPpOMOCOMbI B KneTKaX O6GHAapyXeHbl Yy4eHbIMWU [AaBHO,
ofHako To/fbko B 1902—1935 rogax Tomacom . Mopra-
HOM W NpeAcTaBUTENAMW €ro LWKOMbl CHOPMYINpoBaHa
XPOMOCOMHaa Teopus HacnefLCTBEHHOCTU. VI3BeCTHO, 4TO
Yy OLHOr0 ¥ TOro e BMAa XXMBOTHbIX W PacTeHWi Konu-
4eCTBO XPOMOCOM OfIMHAKOBO BO BCeX KjeTkax (Kpome no-
NOBbIX), Y pa3HblX Xe BWA0B — PasNMyHO. TakK, Y MbIWK
nx 40, kpbicbl — 42, nucuubl — 34, cBUMHbU — 38, Kposn-
Ka — 44, 4enoBekoob6pa3HO 06e3bsiHbl — 48, ocna — 62,
nowaan — 64, aposounsl — 8. Tonbko B 1956 rogy Obl-
/10 TOYHO YCTaHOBfIEHO, 4YTO Yy YefioBeKa B KNeTkax Cco-
gepxutcad 46 XxpomMocoM — 44  ayToCOMbl M 2 MO/0OBbIe
XPOMOCOMbI, & A0 3TOr0 BPEMEHM CYUTaNoChb, 4YTo UX 48,
Kak M y 06e3bsHbl. TOYHbIA aHa/inM3 XPOMOCOM YAaNochb
nposectn 6narogaps TOMYy, 4TO Hayka oboratuiacb HOBbI-
MW MeTOZaMu MPUTrOTOBMIEHWSA MpenapaTos.

Yxe B 1959 rogy 6bina BbiiBieHA XPOMOCOMHas aHo-
Mannsa y JenoBeka —TaK HasblBaeMblil cuHapom KnaiiH-
thenbTepa. JOTa 6one3Hb Oblla  onuWcaHa BpayoM  elle
B 1942 rogy. Ee xapakTepHble MPW3HaKW: BbICOKWIA POCT,
rMHEKoOMacTus, atpodusa sudek, msArkas opma gpebunb-
HOoCTM 1 fap. MpuumMHa NOSBIEHMA 3TOr0 CMHAPOMA — Ha-
Anume nuHeld X-XpOMOCOMbI B reHoTune 60nbHOro (44 +
+ XXY). VHTepecHo, 4To0 B 1949 rogy M. bapp 06Hapy-
XWUN B Af4pe Hefendwencs KAeTKW MPUCYTCTBME WHTEH-
CMBHO Kpacsilerocs 06bekTa, KOTOpblii Obl1 Ha3BaH KMe-
HeM y4yeHOro — TenbueM Bappa (M0M0BOK XpOMAaTWH).
lMocnegHee NpPUCYTCTBYET TONbKO B K/IeTKAX XXEHLWMWH W
OTCYTCTBYET B KNEeTKaxX 340POBbIX MYX4UH. [Mo3fHee Obl-
N0 YCTAHOBJMIEHO, 4YTO NPWU HanUuMu ABYX X-XPOMOCOM
B KNETKe OfHA W3 HWUX HAaxoAauTca B MJOTHO CXAToOM Co-
CTOAHUMK, o06pasys Tenbue Bappa. Y MyXUYMH C CUHAPO-
mMoM KnaliHthenbTepa B Agpax KNeTOK Takxe MpUcyTCTBY-
et Tenbue bappa.

B KaXpaoi KneTke opraHvM3Ma 4enoBeka WAWM >KWUBOTHO-
ro UMElTCA [Be XPOMOCOMbl OJHOr0 pasMepa W OLWMHAKO-
BO ¢opmbl. OfHa N3 HUX (FrOMONOrMYHAas) MOayyYeHa OT
oTya, Apyras — or maTtepu. UT06bI 4MCNO XPOMOCOM He
BO3pacTano OT OAHOr0 MOKOJIEHUA K APYroMy, B MOMOBbIX
KneTkax (ramertax) WX AO/MKHO OblTb BABOE MeHbLUE, YeM
B 3urote (ONJOA4OTBOPEHHON ANLEKNETKE). YMeHbLUeHNe
e uyumcna XpomMocoM BABOE MPOUCXOAMT B pe3y/bTaTe 0Co-
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60ro K/MeTo4YHOro [eneHus — Meiios3a, Habngaroulerocs
npu obpasoBaHuMM rameT. Mpu Melio3e Kaxpgas M3 XpPoMO-
COM Yy[BanBaeTCs, FOMOMOIMYHbIE XPOMOCOMbI COHAMXKAIOT-
cq, obpasya napbl. ITOT MPOLECC HOCUT Ha3BaHMe KOHbIO-
ragmm XpomocoMm. XpOMOCOMbI BbITArMBAKOTCA (gecnupa-
NN3yTCA), 4To obecneymBaeT TeCHOe COMMXKEHME WX OT-
JenbHbIX y4acTKoB. lpu 3TOM B HEKOTOPbIX MecTax mMpo-
WCXOAWUT MepekpyymMBaHMe XpOMOCOM, COCTaBASIOLWMX na-
py. 3atem, BCMeACTBME CRMpann3auumn, KOHBLIOTMpYLOLWMe
XPOMOCOMbI  YKOpauMBaroTCA, pacnonaratTca Mno 3KeaTtopy
KNeTkn u B aHaase (cTtaguu peneHus sapa) CcONMKeH-
Hble paHee FOMOJIOTMYHbIE YABOEHHbIE XPOMOCOMbI Pacxo-
AATCA K pasHbIM MOMKOCaM.

Takum 06pa3oMm, K KaXAOMy MOMCY OTXOAWUT NULllb
0fHa M3 NapHbIX FOMOOTMMYHbIX XpPOMocoM. O6bIYHO BCrej
3a 3TUM cpasy HayuHaeTca BTOpoe feneHue. OpfHako vy
YyenoBeka B OT/AMYME OT XXMUBOTHbIX W PACTEHUI 3TW [Ba
JeneHns B 3HAUYMTENbHOW CTeneHW pasfesneHbl BO Bpeme-
HW: MepBoe pefyKUWOHHOE AefleHMe XPOMOCOM (YMeHbLUu-
TeNbHOE) naofa npoucxoguT B nepuof 3—6 Mecsues
BHYTPUYTPOGHOro pas3suTuA, BTOpoe — cnyctd 10—12 net
(a2 nocnegHeid NOMOBOM  KNETKWM — MPUMEPHO  Yepes
40 neT).

NTak, B oOTAnume OT 06bIYHOTO fJeneHua (MUTO3a)
B Meli0o3e A4p0o LennTcs Ha fABa fgpa, a XpOMOCOMbI Y/Bau-
BalOTCA OAMH pa3. B pesynbTate 3TUX fAeneHWil K3 OFHOW
KneTKn o6pasyeTcs 4eTbipe, YWUCNO XPOMOCOM B KOTOPbIX
yMeHblUaeTcqd BABOe. HOBble KNETKW COLEPXAaT He [ABOi-
Hol (gunaougHbll — 2/r), a OAuHapHbIA (rannonaHblii —
1»)' Habop xpomocom (puc. 7). MMpu cnuaHum ABYX ran-
NOMAHbIX rameT B 3UroTe AUNAOWAHbLIA Habop XpPOMOCOM
BOCCTaHaB/MBaeTCA.

CKONbKO OTLOBCKMX W CKONbKO MAaTEPUHCKUX XPOMO-
COM MNOMYYMT Kaxfgas 3urota? 3ITO OYEeHb BaXKHO, TaK
KaK O0KasblBaeTCs, 4YTO XPOMOCOMbl, MOJSIYyYEHHble OT OT-
ua 1 martepu, pekombuHupytTca (obMeHMBalOTCA y4acT-
Kamu) B npouecce Meii03a COBeplUeHHO cBo6ogHO. Mpu
PacxoXAeHWW TOMOMOTUYHbIX XPOMOCOM K OfHOMY no-
NOCY MOTyT OTOWTW ABe MAaTepUHCKWME, K ApYromy — fge
oTuoBckue. OfHako C paBHOW BEPOATHOCTbIO MOFYT CO-
CTOATLCA W Apyrne KOMOMHaUUM — Hanpumep, K Kaxpgoe
My MOMCy OTOMAYT OfHAa MaTepuHckas W OfHa OTLOB-
CKaf XpoOMOCOMbl. A ecnu y 4yefioBeka 23 mapbl XpPOMOCOM,
TO CKO/IbKO >Xe pa3HOoo6pasHelwmnx KomOuHauuii MOoXeT
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MepBan MeTaepasza meliosa

KoHbloraums romonoruy-
HbIX XpoOMOCOM

Mepese

rossipHoe

Tenble
CrnepmaToLUT A OZEE?%”T
2-ro nopsgka nopsKa

BTopas meTarpasa
melio3a

fnepma
TNapI

BTopnyHble
nosisipHble TefbLa

AluekneTka
Cnepma to3onapl

Puc. 7. Meiio3 n obpa3oBaHue cnepmaTo3omioB (a) U SANLEKIETKM
(6) y uvenoBeka (cxema).

BO3HWKHYTb B rameTax? M KaXAblii y4yaCcTOK XPOMOCOMbI
(reH) okasblBaeT crneunUYecKoe BAUAHWE Ha pasBUTME
HacneACTBEHHbIX MPM3HAKOB oOpraHu3ma. Takum o6pa-'
30M, WMEHHO Melio3 obecrneymBaeT BO3HWKHOBEHWE Of-
POMHOFO pa3Hoo6pa3nsa Co4veTaHMs TMPU3HAKOB poguTe-
el 1 NOTOMKOB.

370 pa3HooOpasve YBENMUMBAETCA E€lle UM Te», YTo
B NpoLecce KOHbHrayum roMOMOrMyHble XPOMOCOMbI 06-
MEHMBAKOTCS Yy4yaCTKamMW, HacneAcTBeHHble 0COBEHHOCTYU
KOTOpbIX Me Bcerja OfWHaKoBbl. [lepBOHayanbHOe npej-
MONOXEHNE O Kakom-To onMeMneNeHHOM PacrofioKeHUN
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reHOB B XPOMOCOMax BO3HWKMO TOrAa, Korfja Ha MoAenb-
HbIX 06bekTax Oblf0 YCTAHOB/IEHO, UYTO HEKOTOpble Mpu-
3HaKW, O0OYCNOBMiEHHbIE TFEHaMW, HAacNefykTcs CBSA3AHHO
Opyr ¢ gpyrom. TeHAeHUMIO MPU3HAKOB HacnefoBaThbCs
COBMECTHO, a He MOPO3Hb HasBanu cuenneHnem. [pynn
CLlenfieHNs CTOMbKO, CKOMbKO MNap XPOMOCOM Y KOHKpeT-
HOro Bufa. YueHble, TLWATENbHO WU3YYMB 3aKOHOMEPHOCTU
NOABNEHUA Pas/IMYHbIX TMNPU3HAKOB Npu  rmbpuamnsalmm
Y JKMBOTHbIX W PpacTEHWI, O06GHAPYXWAKU, 4TO CcLEnaeHune
NMPU3HAKOB XapaKTepHO KakK [AN18 XWBOTHbIX (B TOM 4u-
cne 4yenoseka), Tak U ANS pacTeHU.

B pesynbTate aHanu3a CUenjeHns W CBSA3aHHOTO C
HMM npouecca O6MeHa y4yacTKaMu KOHBIOTMPYHOLWMX XPO-
MOCOM B KaXgoil nape (ogHa XpoMocoma — OT O0Tua,
Apyrasg —oOT Martepu) YCTaHOBNEHO, YTO TeHbl B XPOMOCO-
Max pacrnosfioXeHbl B NMHEWHOM MOpAAKe.

B HacTofWee BpemMA He TOMbKO MNOATBEPXAEHO Nn-
HeliHOe pacnonoXKeHWe TFEeHOB B XPOMOCOMax, HO W Bbl-
SICHEHAa WX CNOXHaf XuMu4yeckas CTPyKTypa B Buge
OorpoMHbIx Monekyn AHK. Ceilyac mpuMHATO cuyuTaTb, 4TO
reH — 370 JINHeiHasa nocC/ef0BaTebHOCTL MNap HyK/e-
0oTMAoB (0T HECKONMbKMX COTEH A0 TbiCsuM W Jaxe 60-
Nlee), Koaupywouias onpefefieHHY0 (YHKLUIO, a XpOMO-
coMa — 3T0 NIMHeliHaA Noc/ief0BaTe/lbHOCTb FEHOB.

OCHOBHble 3aKOHOMEPHOCTW  HacnefoBaHUs  Mpu3Ha-
KOB onucaHbl ewe B 1865 rogy [peropom MeHpgenem u
OCHOBAaHbl Ha pPacxXOX[eHWW XpomocoM B Meiose. [lo-
CKOMIbKY Meii03 XapaKTepeH A/ns BCeX OpraHuW3MoB, pas-
MHOXaloLWnXcs NofoBbIM NyTeM, TO 3aKOHOMEPHOCTU
HacnefoBaHWUA Y HUX OfHM.

OpgHako BepHemcAa K MWUTO3Yy. Mbl  BbIACHUAKW, 4TO
HacnefCcTBO  pacnpefensercs  HacnegHuuaMm  NOpOBHY.
B 1O >Xe Bpems npu [eneHUn Knetku W pennukauuu
(yoBOEHUM) TEHETMYECKOro martepuana, XoTa U  peako,
HO npomcxogsaT ownbkn. bBonee TOro, WMEHHO MYTEM
npo6 1 OWW6OK Wna BCA 3BOMOLMSA XUBbIX OPraHu3mMoB.
MpoeiHo  ownbkam — OTK/IOHEHUSIM  OT  TeHeTU4YeCKoW
nporpaMmbl pasBUTUSA, KOTOPble MPOUCXOAAT BCerja W Ha
BCEX YPOBHAX >XW3HW, 06f3aH MpOrpecc OpraHM3mMoB, BU-
[0B, pOJOB, CeMeNcTB. HekoTOpble OTKAOHEHUS OT HOPMbI
KaK Obl CO0OWAKT [JaHHOMY OpraHuM3my AOMNOMHUTENb-
Hble BO3MOXHOCTU, a, 3HAUYUT, U HEKOTOpble MpenMmyLLecT-
Ba nepesj ApyruMy opraHusmamu. W3meHeHus, npoucxo-
AslWwme B HacnefcTBeHHbIX cTpykTypax (AHK), BausoT
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Ha pasBUTWE W MPOSIBIEHWE HOBbIX MPW3HAKOB, MOpPdO-
NOTNYecKnx, (U3MONOTMYECKUX UMM BUOXMMUYECKUX 0CO-
BGeHHOCTEN.

OwnbKM B HACNELCTBEHHOW MporpaMMe — mMyTaLum

HacnefcTBeHHble M3MeHeHUs (MyTauuu) opraHusma o6y-
CMOBMIEHbl Pa3HbIMW TeMMaMyW W3MEHEHWI TeHeTUYecKoro
mMaTepuana  He3aBMCMMO  OT  peKkoMOMHauuuM  reHoB
B Melio3e.

MyTauny 6bIBalOT FeHHbIMU, XPOMOCOMHbLIMW W TEHOM-
HbiMW. [lepBble BO3HUKAT B pe3ynbTaTe BbiMageHus
0flHOTo ocHoBaHuA B Mosiekyne [OHK, BCTaBK/ [ONOMHU-
TENbHOr0 OCHOBaHMS W 3aMeHbl OfHOrO Apyrum. B Ha-
cTosillee BpeMs TBEPLO YCTAHOBMIEHO, YTO TFeHHble MyTa-
UMM NpoOMCXOAAT B Mepuogbl YABOEHUSA CTpyKTypbl AHK
(pennukauum) u paboTbl TreHHOro Martepuana, Korja
CHUMaeTCs KOMMA C TeHOB wunuM uenoro 610Kka reHos
(TpaHckpunuus). B atom cnyuae asoliHas cnupans HK
TakXe N0KanbHO pacnneTaeTcs. VIMEHHO B npouecce pen-
AMKaLUM U TPaHCKPUNLUKM  OCHOBaHWA  (HYKNeoTufbl)
0Ka3blBalTCA Hambonee [OCTYMHbIMWU AN XUMUYECKMX
COEANHEHWNIA, KOTOpPble MOAUMPUUMPYIOT WX, YTO WU MNPUBO-
OUT K OWunbKam penaukauuu, unu, Kak Mx eule HasbiBa-
0T, owunbkam cnapuBaHus. B pesynbTate MeHseTCs
oyepegHoCTb Hykneotmgos B AHK pfoyepHUX KAeTok Mo
CPaBHEHUIO C MaTepUHCKOIA.

XpOMOCOMHbIE MyTauuu TakXe MOryT 6biTb HECKONb-
Kux BWZOB: [Aynavkaumsa (mobaBneHuwe  pOLCTBEHHOIO
yyacTKa XPOMOCOMbI); Aeneunun (BbiNafeHMe Yy4acTKa);
nHBepcus (MOBOPOT KaKOro-Anmbo yuyacTka BHYTPU Xpo-
mocombl Ha 180 N TpaHcnokauuu (06MeH Heromono-
FMYHbIX XPOMOCOM OTAeflbHbIMK yyacTkamu). CyliecTBy-
0T XPOMOCOMHble MyTauuu W [gpyroro Ttuna — 3to TOT
cnydyai, Korga OpraHu3M OTAMYaeTcs OT HOPMbl OAHON
WM HEeCKONMbKUMKU XpoMocoMamu. Takoe SiBNeHWEe Mony-
4M0 Has3BaHMe reTeponjongun.

[eHOMHble MyTauuu BO3HUKAOT BCAEACTBUE KPaTHOrO
M3MEHeHNs HabopoB WM FEHOMOB XPOMOCOM.

Takum 06pa3oM, OfHM MyTauun MPUBOAAT K U3MeHe-
HWK0 NOCMefoBaTe/IbHOCTM PACMONOXEHUA HYKIe0TWAOB,
apyrve 06ycnoBAMBAlOT HanAMyve HEOAMHAKOBOr0 KOMU-
4yecTBa XpPOMOCOM BO BHOBb 06pa3oBaHHbIX KeTKax,
TPeTbM HapylawT HOPMalbHYyl paboTy MUTOTUYECKOrO,
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UM  MeROTUYECKOro, [AeneHusi, 4To O/IOKMPYET pPacxoX-
LeHWe  OTAeNbHbIX Nap  XpPOMOCOM MO  [LOYEPHUM
KneTKam.

YacToTa NOSABNEHUA NEPeYUCNeHHbIX TUMOB MyTaLluii
pasHas U o4YeHb HU3Kasda. OHa COCTaB/seT B CpPeAHEM Of-
HY MyTauuMit Ha MUAAMOH KneTok. OAHaKo ecin y4yecTb
OrpoMHelillee KONMYECTBO K/ETOK, COCTaB/AKOLLMX oOpra-
HM3M 4enoBeka, TO B LEJOM 4actoTa MyTUPYIOLUXCA re-
HOB 3HauuTenbHa. PasymeeTcsi, ANs TOro 4rtobbl ObITb
nepefaHHbIMKU  CMegytoweMy MOKONEHNIO, MyTauumn JoMK-
Hbl MPOWM3OATN He B O0ObIYHbIX KfeTKax (COMaTUYECKMUX),
a B MOMOBbIX.

Tenepb, KOrga Mbl 3arfiiHy/M BO BHYTPb KIETKW,
WHTEPECHO NPOCNeAWNTb 3a W3MEHEHUSMU B TEHETUYECKOM
nporpamme, B od4epegHocTu TpunnetoB B AHK nog pgeit-
CTBMEM XUMWYECKMX W (PU3NYeCKMX (HaKTopoB (pasHble
BMAbI MOHM3MpYlOWed paguaumm). logcuntaHo, 4To And
paspbiBa XPOMOCOMbI TO/LWMHOA 0,2 MK HE0o6X0AMMO, 4TO-
66l Ha nyTu npobera uyepe3 Hee anba-vyacTuubl 06paso-
Basiocb okono 15—20 nap noHoB. Cnefyetr OTMETWUTb, YTO
CTeneHb W3MEHeHWs XPOMOCOMbI 3aBMCUT OT MecCTa, ue-
pe3 KOTOpOe MPOXOAWUT MOHU3MpYHOWas 4vacTuua, TO eCTb
OT TOro, Kakoi reH npeTepneBaeT W3MEHEHMeE.

Bo3HuKaeT Bonpoc: 6yfer nu usmeHeHve B JHK KOH-
KpeTHoro reHa rapaHTuein myTauun. OKasbiBaeTcs, uUTO
HeT. lVccnefoBaHuWa Mnokasanu, 4YTO Ha NyTU penankaluu
nMeeTcs Uenblii pag 6apbepoB, TOAbKO C MNPeofoSieHNEM
KOTOpbIX MyTauua OT nepBuyHOro usmeHeHuma B [AHK
MOXEeT BbIATU Ha (heHOoTuN.

B nocnegHue rogbl YYEHbIMW OOHAPYXKEH COXHbIWA
bapbep B BWMAe CUCTEMbl BOCCTaHOBEHWA, CTOAWMIA nNa
NyTW BO3MOXHOIr0 HapyLleHUs O04epesHOCTM OCHOBaHWi
b reHax. YCTaHOBMIEHO, 4YTO ecnn 061y4nTb GaKTepuanb-
Hble KNeTKn (Hanpumep, KULLIEYHYH Manoyky) wuam obpa-
60TaTb UX cCNeymanbHbIMU  XMMWYECKUMU  BelyecTBamMm,
BbI3bIBAKOLWMMN M3MEHEHME 0YepefHOCTU OCHOBaHWA B MO-
nekynax [OHK, To u4epe3 HeKoTOpoe BpemMA MNPUMEpPHO
40—60 % yuyacTkoB [AHK, HecyuinMx MOBpexaeHWsd, Mo-
XKEeT ObITb «BbIpE3aHO» CheunasbHbIMM  (PepMeHTamMu W
3aHOBO «3aCTpOeHO» (KakK O6bl OTPEMOHTMPOBAHO) KOM-
NNeMeHTapHbIMW OCHOBaHMAMMU. 3TO MNPOUCXOAUT MOTO-
My, 4TO MO HeusMeHeHHoOl uenoyke [AHK kneTka cno-
cob6Ha MOMHOCTHID BOCCTaHaBAMBAaTb WCXOLHYH [ABOMHYHO
CTPYKTYPY CBOEro reHHoro matepwuana.
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B pe3synbTaTe CMOXHbIX MNPOLECCOB, MNPOUCXOAALLUX
B KMeTKe mnocne 06/yyYeHMs WOHU3MPYIOLLEA paanalunen
WA  BO3LEACTBMA XMMWYECKMMMW BeLlecTBaMu, BO3HMWKa-
€T HOBasA Moc/efoBaTe/IbHOCTb PACMO/IOKEHMUA Nap OCHO-
BaHWi. OfHaKo 3Ta MyTauusi MOKa He CBfi3aHa C FeHeTu-
YyeckKummn nocnegcteuamMu. Knetke Heob6xogumo  npeo-
[ONeTb ewe psaj nperpag, 4tobbl M3MEHeHWe Ha MOJMEKY-
NSPHOM YpPOBHe MOrno 6bl peann3oBaTbCA Ha YpPOBHE Op-
raHm3ma.

MpeanonoXum, 4to oaWH 6Gapbep MPeOAONeH, W MNOB-
PeXAEHHbIE YYaCTKW BOCCTaHOBMEHbl /Wb 4YacTUYHO.
B pesynbTaTe MNOSIBUACA HOBbIA MOPSAOK (04epefHOCTDb)
ocHoBaHuii B AHK. MpuBeaet nn 3T0 K W3MEHEHWUKO Npu-
3HaKoB opraHusma? Het, He npwuBeaeT. Cneaytoweli npe-
rpajovi SBNSETCA BbIPOXAEHHOCTb TFEHETUYECKOro Kopaa,
WM, KakK ee ele HasbliBalT, MNOBTOPSEMOCTb, KOTOpas
TaKXXe 3HauYMTe/IbHO CHWMXKAeT 4YacTOTy BbI3BaHHbIX My-
Tayui.

[Janee. W3BeCTHO, 4YTO M3 YeTbipeX OCHOBaHW/ npu
COCTaB/IEHUM BCEX BO3MOXHbLIX TPUMNIETOB MNOJyyaeTcs
64 kombuHauuu, a Hambosiee 4acTo BCTPeYaloLWMUXcA amu-
HoKMcnot — 1oMbkKo 20. YueHble BOcco3ganu Bce 64 Tu-
na TPUNIETOB 3KCMEPUMEHTANbHO, & TEeHeTUYECKNA KOp
npuM 3TOM oOKasanca  TpunaeTtnoiM.  [locnegHee  03-
HayaeT, YTO TPM HyKNeoTUda KoaupyroT (YCTaHaBMBAKOT)
KOHKPETHYH) ~ aMWHOKWUCNOTY B OMNpefenieHHoe  Me-
CTO B MNOAUMENTUAHOA Uenu npu CO34aHUU  MONeKy-
Nbl  6Genka Ha cneuuanbHOW MaTpulle — MHGopMaLMoH-
Hoil PHK.

Bo3HukaeT Bonpoc. [loyemy B npouecce 3BOAKOLUN
npupoga TaK XecTKO YHU(pUUMpoBana reHeTUYecKnii Kog,
a He coxpaHwna Ans KaXAoW aMWHOKMCAOTbl CBOW YHMU-
KaNbHbIA, €4UHCTBEHHbIA, TpunaeT (cm. puc. 4)? Oka-
3bIBAETCA, 3BOMOUMS MPOM3BENa TaKyl YHUGMKaLUo
LNA  COXpaHeHus cTabunbHOCTM B paboTe TreHeTUYecKoro
maTepuana W YCTpaHeHUs BO3HMKAKOLWMUX Mnomex (owu-
60K), Kak Obl CcBOero poga wymos. [pupoga noctaBuna
NPenAaTCcTBUA Ha NYTU W3MEHEHUS OYepefHOCTU OCHOBA-
HuiA B OHK, uHbIMM cnoBamu, co3fana 3amnac MpPOYHOCTM
paboTbl MONEKYNSAPHBIX OCHOB YWU3HMU.

MpepctaBuM cebe Takyt cutyaumo. Mpu 061yyeHUm
KNeToK unn 06paboTke MUX XUMUYECKUMW MyTareHamu
yAanocb W3MeHWTb O04YepefHOCTb HYK/MeoTUAOB B TeHe
Takmm  06pa3om, 4TO BMECTO Tpunnerta, Hanpumep,
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ATY o6pasoBanca ofguH u3 Tpunnetos YLUL, YUA,
Yur, yuy wam Arl. B 3tom cnyyae npu cbopke
(cnHTe3e) 6enka B HWUTb MHGopMaumoHHoli PHK BcTpaun-
BaeTCA Ta >Ke aMUHOKMCNOTa, KakoBa Obila Uy Heus-
MEHEHHOT0, WCXOAHOr0, TpuUMNaeTa —a WMEHHO, CepuH.
Bo3HuMKWAas HoBas O4YepefHOCTb HYKNeOTUOB B FeHe He
CMOXEeT peann3oBaTbCsi, TO eCTb JOWTM A0 TEeHEeTUYEeCKMX
nocneicTBUA, W3-3a BbIPOXAEHHOCTU TEHETUYECKOro Ko-
fa. CnepoBaTenbHO, He KaXoe W3MEHeHWe B 0OYepefHo-
CTW OCHOBaHWl B FeHe MPUBOAMT K MyTauum.

Takum 06pa3oM, BbIPOXAEHHOCTb XEHETUYECKOro Ko-
[la OKasafnacb OfHOM M3 rapaHTWii CcrabwnbHOCTM PaboThbl
reHeTMYecKoro marepuana.

MpesnonoXum Tenepb, YTO BblI3BAHHOE W3MEHEHUe
B 0OYepegHocTM ocHoBaHuiA AHK He 6bl10 HelTpanuso-
BaHO BbIPOXAEHHOCTbIO TeHeTMYeckoro koga. Heobxopaw-
MO fanee, 4TO6bl 3TO M3MEHeHWe He OblN0 3afepXaHo,
CHATO COMaTuYeckum (KNeToyHbiM) OTBOPOM. WHbIMKM Cno-
BaMu, HeobXxoaumMo, 4TOObl NPUOGpPETEHHOE KNEeTKOW U3-
MEHEHMe He CKas3afiocb Ha Temne [eNneHus, B NPOTMBHOM
cnyyae Takas K/ieTKa He CMOXEeT KOHKypupoBaTb C
HOPManbHbIMW, HEU3MEHEHHbIMUW, KNeTKamu.

TonNbKO B TOM Cnyvae, eCnuM KfneTka, B KOTOPOA npo-
M30WAN WU3MEHeHMus, O6yaeT HopManbHO (YHKLWOHUPO-
BaTb W pasmMHOXaTbCA, 3TW U3MeHeHus OyayT ne-
pedaHbl  [AOYEPHUM  KMETKaM M CMOryT  AOWTM 1o
MOPOIOTNYECKOrO  MAM  (IM3MOBMOXMMUYECKOTO MpPOSB-
neHuns. OfHako 4acTo Takasfd KneTka pa3MHOXaeTcs chna-
6ee HOpPManbHOM M He MOXET YCMEeLWHO KOHKYpMpoBarb
C nocnegHeii. B cuay 3TOr0 NPOUCXOAMT  KNETOYHbIVA
(comatmueckmin) 0T60p, UTO MPUBOAMT K CHWKEHUIO Ya-
CTOTbl HAC/MeACTBEHHbIX W3MEHEHWA — KNeTka C W3MeHe-
HUAMKW OyfeT MpoOCTO BbITECHEHA HOPMa/bHbIMU KfeTKa-
mMu. OfHako [OMYyCTMM, 4TO M 3TOT 6Gapbep MNPEOAOsEH.
[Joiger nn Tenepb MOMyYeHHOe W3MeHeHWe O (heHOTMNaA?
UTo6bl 3TO NpPOM30LLIN0, HEOOXOAMMO elle OLHO YCNOBMeE.
Ewe oguH cBoero poga 6apbep CyllecTByeT Ma YpOBHe
NMpoTeKaHUs Meio3a B MOJMOBLIX KNeTKax, Korga MHorve
M3MeHeHWs, Mpolwejlie MepBble TpW Mperpagbl, MOryT
ObITb 3aiepXXaHbl, Kak Obl HeliTpann3oBaHsbl.

WTak, Gapbepbl Ans myTauuu npupoja cosfana, 0fHako
HacnefCTBeHHble 60/1€3HM CYLLECTBYIOT U nepejatoTca U3
MOKO/IEHNS B NOKO/MeHue. B uyem e npuynHa?
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B 1908 rogy martematuk u3 AHrnaum Xapam u Bpad
n3 epmaHnn BaiiHbGepr HesaBMCMMO APYr OT Apyra, npo-
BeAs MaTemaTW4yecKuil aHanu3 pacnpefeneHns reHoB
B NONynauumn, o6HapYXwuau 3aKOHOMEPHOCTb, XOPOLLO
onucbIBaKOLLYtOCA (OpMYNol, OTpaxKaloLleid KONM4YecTBeH-
HYI0 CTOPOHY TeHOTUMOB W (heHOTMNOB B nonynauun. o
3aKoHy Xapan — BaliH6epra, CBOGOAHO CYLLECTBYHOLLME
nonynauum npu no60M COOTHOLIEHWMM anfienein U3 MOKO-
NIEHNS B TMOKOJIEHWE COXPAHST WX KOHUEHTpauum no-
CTOSAHHbIMM. HO 3TO cnpaBefinBO ANS MAeabHbIX YC0-
BUI, a B peaslbHOM >XW3HW KONUYECTBO asifieneli NOCTOSH-
HO wu3meHseTca. [locnegHee NPOMCXOAUT MpPU  POACTBEH-
HbIX 6pakax, MyTWpPOBaHWW TeHOB, 0TO6Ope, a TakXe Mpw
TakKux couMmanbHblX fBMEHUAX, KaK MW301auMa, MuUrpa-
uma un gp. bonee nogpo6bHO M3MeHeHWe YacToTbl TeHOB
B nonynaumax onucaHo Il. M. [Oy6uHuHeim (1966,
1970, 1986 rr.) u B. T. SdpoumcoHom (1968 r,).

Mpouecc oTbopa MO YCTPaHEHMIO HeXenaTelbHbIX TFe-
HOB M3 nonynauum Hambonee aPheKTUBEH B TOM Clyuae,
KOrfa OH HamnpaBfieH MPOTUB AOMMWHAHTHbLIX MyTauuii npu
YCMOBMM UX MOMHOTrO BbIPAXEHUA W NPOABNEHUA  (3KC-
NMPeCcCUBHOCTb W MNEHeTPaHTHOCTb). B kayecTBe npumepa
MOXHO nNpuBECTM 60Me3Hb axoHAponnasut (AOMUHAHT-
Has Kap/nKoBOCTb)’. Korga ata 060ne3Hb MposBaseTcs
B 60see MNo3gHeM BO3pacTe W HOCUTeNb NETanNbHOro reHa
yXXe VMeeT NOTOMCTBO, TO, €CTECTBEHHO, TaKOW [OMM-
HaHTHbIA TeH YXe nepegaH noTomkam (Hanmpumep, Xo-
pea FaHTUMHITOHA). BOpoTbCA C MepexoAom 3TOM M aHa-
NOTUYHbLIX 60/e3Hel OT [JAHHOrO MOKOMEHWA K Cchefyto-
WUM MOXHO /uWb un3berasd [LeTOPOXKAEHUA B  3TUX
CeMbSIX.

Fnasa 2

XPOMOCOMHbIe aHOMas/ K

XPOMOCOMHbIE aHOManun npeAcTaBnSAOT COOOA M3MeHe-
HWe HacneACTBEHHOro MaTepuana, BKAKYAKOLWEro COTHM
FEHOB, W CBfi3aHbl C W3MEHEHWEM 4uCna WAU CTPOEHWUA
XpOMOCOM. Hanuuue NnUWHEA XPOMOCOMbI  (TpUcomms)
UAN OTCYTCTBME OAHOW M3 HUX (MOHOCOMMWS) BefdeT K W3-
ObITKY WM HeAOCTaTKYy MHOMMX TFEHOB, YTO CBfA3aHO C
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N3MEHEHVEM MHOTUX (PEHOTUMNYECKNX MPWU3HAKOB oOpra-
Hu3ma. TakMe XpPOMOCOMHble aHoManum (CUHLPOMbI), Kak
npaBW/o, HasblBAOTCA MO MMEHW YYeHbIX, KOTOpble WX
OTKPbIIN U onucany.

B 1960 rogy aHrnuinckuii y4yeHblii Hoyan cosgan Ho-
Bbli METOA MNOSlyYeHMs MpenapaToB XpPOMOCOM M3 nNepu-
thepnyeckon Kpou. [0 3TOro BpeMeHM BCe PaboTbl HO
M3YYEHWO XPOMOCOM YefioBeka MPOBOAWANCH HA MaTepu-
ane, nojay4yaemoMm B pe3ynbTate onepauuii. B coBpemeH-
HbIX 3KCMepMMeHTax AN KapuonorMyeckmx uccnegosa-
HWIA MCNOMb3YIOTCS KPOBb, KOCTHbIA MO3r, KOXa W Apy-
rme TKaHW, MOMYYeHHble pasHbIMKW MeTodamu. [Mpu 3TOM
KpPOBb u4alle BCero 6epetcs W3 BeHbl, Manbla, MYMNOBMHbI
(npn ee obpese y TONMbKO 4YTO POAMBLUKMXCA), & Yy [LeTei
[0 OAHOro rofa — B OCHOBHOM W3 MATKMU.

MYXCKMNE W XEHCKUE XPOMOCOMbI

Kak yXe ynoMuHanocb, B K/eTKax YesoBeKa COLEPXKMWT-
cA 46 xpomocom, cobpaHHbiX B 23 napbl (B Kaxgoh na-
pe Mo Of4HON XPOMOCOME OT KaAOoro pognTens), KoTopble,
B CBOWO OuYepedb, YCMOBHO fgenatca Ha 6nokm A —O.
[BafuaTb [Be napbl Ha3blBAlOTCA  ayTOCOMHbIMW. OHM
O[JMHAaKOBbl MO pasmepy U 0683aTeNbHO MNPUCYTCTBYIOT
BO BCEX KNETKAX KaK MYXUMHbl, TaK WU DKEeHLMHbI.
B fgBaguatb TpeTbeil nape XPOMOCOMblI HE OAWMHAKOBbI MO
pasMepy. 3TW XPOMOCOMbl ONPeAenslT Noa U MNo3ToMy
HasblBalOTCA MOMIOBbIMU. [€HOTUN XKEHLLIUHbI COLEPXUT
[Be XpomMocombl XX, a MyX4uHbl — XY (puc. 8). Og-
HY W3 HWUX, KPYMHYl, Has3biBalOT X-, a [PYryl, MEHb-
LWYH,— ¥Y-XPOMOCOMOIA.

dopMbl M pasMepbl XPOMOCOM 4enoBeKa pPasfNyHbI.
Kaxpgas u3 HUX uMeeT nepeTsXKy (ULeHTpomepy), Ko-
Topas AennT XpPOMOCOMY Ha fABe 4actu (nneya). B 3aBu-
CUMOCTM OT pacnofioXeHWs LEHTPOMEpPbl pasnuyainT Tpu
TMNa XPOMOCOM: MeTaleHTpuyeckue (LeHTpoMepa pacno-
NOXEeHa B LEHTpe XpOMOCOMbI M 06a njeya XpPOMOCOMbI
OAMHAKOBbI NO ANIMHE); cybmeTaueHTpuyeckme (LEHTpO-
Mepa pacnonoXXeHa He B LEHTPe XPOMOCOMbl, OAHO NJje4o
HECKONbKO 60nblle APYroro); akpoueHTpuyeckme (LEHT-
pomepa pacnosiokeHa Ha KOHLe XPOMOCOMbI, O4MO M/eyo
O/IVMHHOE, @ ApYroe O4YeHb KOPOTKOE).
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Puc. 8. XpoMOCOMbI XeHLWMHbI (a) U MyX4uHbl (6).
CnpaBa BHW3y — 06WWUil BWA NOA4 MUKPOCKOMOM,

MocKoNbKy pa3mMepbl XpPOMOCOM Ye/ioBeKa pasfny-
Hbl — €CTb OYeHb 6O/MbLIME U OYeHb ManeHbkue, UX YC-
NOBHO 06BLEAMHAIOT B LWECTb TPYNM, B KaXAayl W3 KOTO-
PbIX BXOAAT XPOMOCOMbI, MOAOGHbIE MO (hOpME M pas-

mepy.
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[o nocnegHero BpeMeHW 6bl0 [OBOMLNO TPYAHO Of-
pefensatb  (MAEHTUPUUMPOBATL)  XPOMOCOMbI  BHYTPM
Kaxgo rpynnbl. O6 3TOM MOXET CBMAETENbCTBOBATb
cnegyrowmii npumep. ONbITHbIM UWTOreHeTUKaM Mpegso-
XWUnn AN ugeHTuukaymyu npenapatrbl  XPOMOCOM  OT
OfHMX 1 Tex e nuu. B npenapatax meTadasHbIX XpoMO-
COM OT HOPMas/IbHbIX MY>XXUUH B 22 % cnyyaeB onpegeneHue
0Kas3a/ioCb HEBEPHbIM, & B Mpenapatax OT MYXYWH C pas-
JNYHBLIMW aHOManUAMU XPOMOCOM 4YMCAIO0 MpPaBW/bHLIX On-
pefeneHnii konebanocb ot 31 go 70 %

Mo3gHee Obin NpeasioXeH (yOpPECLEHTHbIR  MeTo4
OKpacKum XpoOMOCOM C MCMO/b30BaHMEM  KpacuTeneihd —
aTebpuHa, akpUXuMH-unputa KM Ap. ITOT MeTof O0CO6EHHO
YCMewWHO NPUMEHSETCA ANA UAEHTUPUKaLUM Y-XpoMoco-
Mbl, KOTOpas WHTEHCMBHO CBETUTCA B MeTajasHbiIX W
MHTep(asHbIX NaacTMHKax (HefenAwmuxca KneTkax) u
B cnepmarosoujax. B HacToslee Bpema Mpu aHoManusax
MOMOBLIX XPOMOCOM Hapsgy C ApYrMMW MeTojaMn WAEeH-
TUMKALUM  XPOMOCOM  CUYMTaeTCs HeobXOoAMMbIM  Mpu-
MeHeHMe MeToda (h/lyOpecLeHTHOW OKpackum Y-xpomo-
COMbl.

YKeHLWMHbI C XPOMOCOMaMK MYXUUH

dyopecuUeHTHbIA MeTOA OKpacku Y-XpoMOCOMblI MOATBEP-
NN Hanmume MYXCKUX 44 + XY-XpOMOCOM Yy XeHLWH
C CWHAPOMOM TeCTUKYNApPHOW (eMmnHu3auumn. Heobxoaw-
MO OTMETWUTb, YTO 3TOT CMHAPOM OMUCAH B K/IMHWYECKOW
mMeguumHe 3agonro o XX Beka U AMarHoCTUPOBaICH 4a-
e BCEro npw TwaresbHOM 06cnefgoBaHWs WaW npw one-
paTMBHOM XMPYPrMYeckoMm BMeLlaTenbcTBe. B HacToswee
BpeMS, Korga CTas0 M3BECTHO, YTO BHELIHe HOpPMasibHble
XEHWNHbl — HOCUTENIbHULBI ~ CMHAPOMA  TECTUKYNSPHOI
heMuHM3aUMM — nMerT XY-, a He XX-XpOMOCOMbI, BO3-
MOXEH MacCOBbIi CKPUHMHI (06cnefgoBaHWe) 3TOro 3a-
6oneBaHu4.

Yalye BCEro HocuTenieli XPOMOCOMHbIX aHOManuin o06-
Hapy>XuBalT Bpayu-negnatTpbl Cpeau feTeil, TaK KakK WUX
BHELWHWIA BUA W pasBUTWE pPe3Ko OT/MYalTCcAa OT HOop-
Ma/ibHOro YpoBHA. OfJHako 3TOr0 Henb3a ckasatb 00
YyKa3aHHOM Bblle CUHAPOME TEeCTUKYNAPHON (hemMuHu3a-
unn. Bugumo, npuymHa 34ecb B TOM, YTO B [JaHHOM cChly-
yae umeeTcA cbanaHCMpPOBAHHLIA W HOPMa/bHbIA XPOMO-
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0OMMbIA Habop MYXUUHbI. OO6BACHAS MNPUYMHY BO3HUK-
HOBEHWA 3TOr0 CUHAPOMA, HEKOTOpble YYeHble CUYMTaloT,
4yTO B pe3ynbTaTe MyTauuu OAHOIO0 W3 TEHOB OpraHu3m
0Ka3ancs HeyyBCTBUTENbHLIM K MYXXCKWUM MO0JIOBbIM FOp-
MOHaM W Ha KakoM-TO 3Tane pasBUTUA 3IMOpMOHa Hauva-
NOCb PasBUTME HO D>KEHCKOMY Tuny. [Ona D>KeHWWH c
TECTUKYNAPHOW (eMUHM3aLMEl XapaKTepHO OTCYTCTBUE
MeHCTpyauuii, No3ToOMy WX WHOr4a [LAWMarHOCTUPYHT Bpa-
yn-rmHekonorn. Ans 6e30WM604HOr0 AMarHosa, MoMUMO
KNUHUYECKOM KapTWHbI, Heobxoaum aHanus3, ycTaHasu-
BaKOLWMI KapuoTMn XPOMOCOM.

Lintonor, 06Hapy>XuB Yy >XEHLWWUHbl Habop XpPOMOCOM
44 + XY, MOXeT npeanofioXnTb CUHAPOM TeCTUKynsap-
HON (heMMHM3aLMK, HO CTaBUTb [AMArHo3 Moc/ie COOTBET-
cTBylOWEro o6cnefoBaHUs MOXET TOMbKO Bpay. TeMm He
MEHee YyCTaHOBfleHMe Kapuotuna 44 + X¥, Hanpumep,
Y KEeHLMH-CNOPTCMEHOK — [JOCTaTOYHbIA  (hakTop  Ans
BbIBOJA UX M3 COCTaBa COPEBHOBaHWIA, TaK. Kak cuyuTaertcs,
4yTO TaKas XeHUiMHa B crnopTe 06/1afaeT BO3MOXHOCTAMMU
MY>XUUHBI.

Takyum 06pa3oM, XEHLWMHbI MHOr4a MOTyT WMMETb XpO-
MOCOMbl MYXYWHbI. 3Ta aHoManuMa XOTa W pPefko, Ho
BCTpeyaeTcsA. JIOrMYHO ObiI0 6bl NPeANON0XUTb, YTO AON-
XXHa BCTpeyaTbCid U o6paTHasg aHoOManusg — MYX4YUHbI C
XXEHCKMUM Habopom xpomocom (44 + XX). Takue Myx-
UMHbl OelACTBUTENbHO 6blM  O0OHApY)XXeHbl W OMUCaHbI.
BcTpevalotcd # MO3auKM MO MONOBLIM ~ XPOMOCOMaM.
Y HMX B OOHUX K/eTKax OJHOro ¥ TOro >Ke opraHu3ma
BCTpPeYaloTCA KNeTku c Kapuotunom 44 + XX, a B Apy-
mx - 44 + XY.

B HayuHOli nuTepaType BbiCKa3aHbl [BE T[MMNOTeE3bl,
06bACHAIOLWME pa3BUTME MYXCKOro (eHoTMMma npu Kapuo-
Tune 46 XX (44 + XX). CornacHo nepsoil, NPOUCXOAUT
TpaHcnokaumsi  (MepemMelleHne)  4yacTu  Y-XpOMOCOMbI
Ha X-XpOMOCOMY; COrfacHO BTOpON, WMeeT MeCTo Mo-
3aMumMsm, TO eCTb B OfHMX K/eTKax [JaHHoOro opra-
HM3Ma BCTpeyaeTca Kapuotun 44+ XX, a B [pyrux —
44 + XY.

Mo MHOroYMUCNeHHbIM [aHHbIM, 4acToTa XPOMOCOM-
HbIX aHOManui W, KakK CnefcTBuMe 3TOro, TsHKenbix 3abo-
neBaHWii cpein HOBOPOXAEHHbIX cocTaBnset 1,5—2,0 %.
UTo KacaeTcsi 6Gonee rpy6biX HapyLIEHWI A XPOMOCOM, TO
OHW HECOBMECTWMMbI O XXW3HbIO W ABAAIOTCA MNPUYMHOMN
4acTblX CMOHTaHHbIX abopTOB, BbIKWAbILWIEA W MepTBO-
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poXAeHnin. 310 umeeT mecTo B 25 % cnyvaeB. Kak Bu-
OMM, YacToTa XPOMOCOMHbIX aHOManuii BecbMa 3Hauu-
TeNbHa.

AHOMannu NoJioBbIX XPOMOCOM

K HacTosiLlemMy BpeMEeHU OnucaHbl pasfnyHble aHoManuu
MoJsioBbIX XpPOMOCOM. 3T0  cuHApom  LlepelwieBckoro —
TepHepa (kapuotun coctont u3 45 xpomocom XO),
Knaiinthenbtepa (47 xpomocom XXY), Tpucomun X (M
xpoMmocom XXX), TeTpacomun X (48 xpomocom XXXX)
W Apyrve, KOTopble BCTpeyalTca ropasfo pexe (tabn. 1).

BonbHble ¢ cuHapomom LlepelwieBckoro — TepHepa
MMEIOT XapaKTepHbliA (DEHOTWUM: Hanmuue KpblIOBUAHOM
WERHOW CKNagKn, HU3KWIA PoCT, 3afepXkKa MOoIoBOro pas-
BMTUA, ameHopesi, becnnogue. Ceilyac W3BECTHO, 4TO pAfg
60NbHBIX C 3TUM CUHAPOMOM MpeACcTaBAeH MO3anKamu.
Tak, Hanpumep, onucaHbl 601bHble C HabopoMm XpPOMO-
coMm 45X/46X (n3oxpomocoma) wunum 45X/46XX.

YacTtoTa cuHgpoma LllepewleBckoro — TepHepa cpeau
HOBOPOX/eHHbIX Heb6onbwas (1 u3 2500), ogHako cpe-
AW CNOHTaHHO abopTMPOBAHHLIX 3MOPMOHOB OHAa 3HAYU-
TeflbHa, TaK KakK MpuM XPOMOCOMHOM Habope 44 + XO 3m-
OPUOHBLI MMEKT MOHUXKEHHYIO XU3HECNOCOBHOCTb.

Bbilwe Mbl yXe ynoMmsHynu, 4to gns cuHgpoma Lle-
PeleBCKOro — TepHepa XapaKTepeH oOnpeAeneHHbIn  de-
HOTWMN, TO €CTb ONpejefieHHble MOP(ONOrNYeckue u3Me-
HeHMA. Y BOMbHbIX C 3TUM CUHAPOMOM B A4pax KeTok

Ta6bnuuya 1
Hawnbonee 4acTble OTK/IOHEHUSA MO Ha60py NMoNnoBbIX
XpoOMOoCcoMm

deHOTMA MO Komnnekc no-
Hopma n aHomanusa nony NIOBbIX XPOMO-
com

HopmanbHbIA MyX4nHa My>KcKoi XY
HopmasnbHas XeHLnHa YKeHcknia XX
CuHgpom  LllepelleBcKo-

ro — TepHepa » X0
CuHgpom KnaliHgenbTepa My>cKoli XXY
Tpucomus X XKeHcknii XXX
Tpucommsa X -} Y MycKoii XXXY
Tetpacomna X XKeHckuii XX XX
Tetpacomus X {- Y MycKoii XXXXY
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oTcyTCcTBYHOT Tenbua bappa. CyuwecTtsyetr pag Lpyrux
CUHAPOMOB C MOAOOHLIMM (heHOTUMaMK, UMEOLUMU  HOp-
MafbHbl/i Habop XpPOMOCOM, HampuMMep CUHAPOM Y Nbpu-
xa — HynaHa. CwuHgpom Llepewesckoro — TepHepa Xa-
pakTepeH [ANA XeHWWH, a 60NbHble C CUHAPOMOM Y b-
pnxa — HyHaHa BCTPEYalTCA KakK Cpeiu >KeHLWMWH, Tak
N cpeanm MYX4YMH. ITO 3ab0neBaHWe BbI3bIBAETCA HaNU4u-
€M OfHOr0 aHoManbHOro reHa (ayTOCOMHO-JOMWHaHTHOE
nccnefosaHue). CuHapoMm Ynbpuxa — HyHaHa BcTpeva-
eTcs ¢ vactoton 0,4—1,0 Ha 1000 HOBOPOXXAEHHbIX.
YacTb nmauueHToB 6ecnniofHa, Apyrve MOryT WUMeTb [JeTei
c 50%-iA BepOSTHOCTbHO MNOSIBNEHMS 60/MbLHOIO pebeHkKa.
MpumepHo y 35 % 60MbHLIX C CUHAPOMOM Y/bpuUxa —
HyHaHa HabniogaroTca Nnopoku cepaua.

bnarogaps nosiBNEHWIO HOBOro MeToda AnddepeHLm-
aNbHOM OKpacKu XpoOMOCOM, B pe3ynbTaTe MPUMEHEHUA
KOTOPOro XpPOMOCOMbl OKa3blBAHOTCA MNOMEpPeYHO ucuep-
YeHHbIMK (MpUYeM ANS KaXKLOAW MNapbl XPOMOCOM Xapak-
TEpeH CBOW WHAMBUAYalbHbIA PUCYHOK WCUYEPUYEHHOCTH),
LUTOreHeTUKN CMOrIM BbISSBUTb MHOXECTBO Pa3fINYHbIX
aHoManuii Kak Mo MnofoBbiM, TaK U NO ayTOCOMHbIM XpO-
mMocomaMm. Tak, y BbICOKOPOC/bIX XXEHLWMWH C NEepBUYHON
ameHopeein (OTCYTCTBME MeEHCTpyauuii) WHOrga Habnoga-
nn 46 XpoMocoM, HO OAHa MB X-XPOMOCOM Oblna npeg-
CTaB/leHA M30XPOMOCOMON  (nepBoe MNje4yo MMeeTca B
OBOViHOM Habope, BTOPOE OTCYTCTBYET). Y HEKOTOpbIX
XEHWMH BbIABAANM TeTpacommuto X. Cpean 26 o6cnefo-
BaHHbIX MAaLWEHTOK O MNepBUYHOW ameHopeel y 11 Bbl-
SIBMIEHbI XPOMOCOMHbIe aHOMaunu.

Heo6xo4MMO OTMETUTb, 4YTO MPUM  XPOMOCOMHOM MO-
BamMuM3Me (eHOTUN NauMeHTOB 3HAYMTENIbHO BapbupyeT
OT BHELWHe HOpPManbHOrO (BO3MOXHbl HW3KWIA WU Bbl-
COKMIA pOCT W 3HAOKPWHHbIE aHOManuMu) [0 WMeLero
NpM3HaKn YMCTBEHHOI OTCTaNOoCTW.

AHOManNnuM aytocom

B kauecTBe mpumMepa aHOManWil ayTOCOM Yalle BCEro npw-
BOAUTCA cuHApoM [JayHa. 3JTa Taxeneiwaa 60nesHb
BCTpeYaeTcsd 4acto M B OTHOCUTENbHBLIX LMppax cocTas-
naet 1 n3 500—600. BonbHOI € Ha3BaHHbIM CUHAPOMOM
MMeeT HernponopLuoHasbHO MaeHbKyl TrOfiIoBY, Y3Kue
rnasHble LWenu, MAOCKOE /NULO W Pe3Ko BblpaXeHHble
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Puc. 9. Kapuotun 60nbHOro ¢ cuHgpomom fayna ¢ 47 Xpomoco-
MaMmMu.

NPU3HaKN YMCTBeHHol oTtctanoctn. Kpome Toro, y 40 %
60/IbHbIX CUMHAPOMOM [flayHa HabnwpalTcs pasinyHble
MOPOKW cepAaua. [eHeTUYecKM BCe 3TU MPOSABIEHUSA CBA-
3aHbl C HaMMumem Yy 6ONbHOrO OAHOW /NMLLIHEA XpoMOCo-
Mbl— 21-i. WHbIMM cnoBamu, MauMeHT WuMeeT BO BCex
KneTkax, BK/O4as noONoBble, He 46 XPOMOCOM, KakK B
Hopme, a 47 (puc. 9).

Ecam npuHATL 4ucno Bcex O6O0JbHBIX C CUHAPOMOM
[JayHa 3a 100%, 1o TpucomHa no 21-i1 xpomocome Ha-
6nopaetca y 94,5 % naumeHToB, Mo3anumsm —y 2,27 %,
a cuHgpom [layHa  TpaHCNOKauWOHHOW NpuUpoabl — Y
2,88 % naumeHToB. B nocnegHem cnydvae y 60MbHOrO
nMeroTCa 46 XpPOMOCOM, OAHa M3 HUX NpefcTaBfieHa 06be-
OVHEHVEM [BYX XpOMOCOM — vawe Bcero 15-1 un 21-i
(puc. 10).

O6bIYHO Y 0AHOFO M3 poAuTeneil, UMerLnx 601bHOro
pebeHka ¢ cuHgpomoMm [flayHa, HabnwogatoT 45 Xpomocom,
npu 3atom 15-9 xpomocoMa TakXe o06beauHeHa ¢ 21-i.
B Takoil cemeiiHO nape He3aBMCMMO OT BO3pacTa Mare-
pu et ¢ cuHapomom [fayHa 6yAyT poXAaTbCA [LOBOJIbHO
yacTo.

B cnyuvae cuHgpoma [ayHa, 06YCNOBMEHHOrO Mo3au-
LUM3MOM XPOMOCOM, MPWU M3YYEHUM KapuoTuna B KyNbTy-
pe numgounToB (3Ta METOAMKA NPUMEHSAETCA B NPakTu-
Ke MeAMKO-reHeTUYeCcKOW KOHCYNbTauuu)  YCTaHOBMEH
OYEeHb HM3KWIA MPOLEHT KNeToK ¢ 47 xpomocomamu. B. Xa-
6epnaHaTom B 1973 rogy npu WCCAeLOBaHUM KapuoTumna
B Ky/NbType KNeTOK C 47 XpOMOCOMamu YCTaHOB/EHA Tpu-
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Puc. 10. Kapuotmn 60AbHOF0 C cuHgpomom [ayHa ¢ 46 Xpomoco-
MaMmMu.

comusi no 21-ii xpomocome B 100 % W3YyYEHHbIX KIETOK.
B KynbType nuMM®OLMTOB KPOBW TO/MbKO [Be K/ETKU U3
103 umenn kapwotun c 47 xpomocomamu, a B KynbType
(hmbpobnacToB KOXW BO BCEX KNETKax YCTaHOBEHO
47 XpoMOCOM.

B nutepatype umeroTcs CO06LeHWA O TOM, YTO MNpu-
UMHON PpOXAEHWA fJeTel € CUHAPOMOM JlayHa MOXeT
6bITb MO3aMLU3M OJHOTO MAW 060Mx poguTenein. B og-
HOM W3 TakuX OMUCAHHLIX CNy4yaeB B Ky/bType nuM{o-
LMTOB KpoBM oTua M3 100 M3YyYeHHbIX K/eTOK LecTb
nvenun 47 xpomocoM. YactoTa MO3aMKOB C HU3KUM Mpo-
LeHTOM 47-XpOMOCOMHbIX K/ETOK TMOKa He W3BecTHa.

Mouemy >Xe noasnawTCA AetM ¢ 47 XpomocoMamu?
N uto npoucxogut npu o06pasoBaHMM W (HOPMUPOBAHUM
HOBOro opraHusma?

Poantenn wumeroT no 46 xpomocoMm U Yy pebeHKa
(B HOpME) AOMKHO ObITb CTONLKO Xe. B nonoBbix KneT-
KakK 4enoBeka, obpasyloluxcs B pesynbTaTe Meiosa, co-
JEPXUTCA 23 XPOMOCOMbl. Y D>KEeHWWH npu (HopmMupoBa-
HUWM MOSIOBON KNETKW B MOC/MeAHIOK nonagaeT 23 XpoMmo-
combl (22+ X). Bo Bcex AifiLekneTkax COAepPXUTCA TOMb-
KO ofHa X-xpomocoma. [lpu (HOpMUPOBAHUM  MYXKCKUX
MoMoOBbIX K/ETOK — CNepMaTo3oMioB — B OAHY Monaja-
eT X-xpomocoma (22 + X), a B Apyryto — Y-xpomocoma
(22+7). OnnogoTBOpeHune /O6OA AlLEKNETKN, Bcerga
UMetoLLEel XpomMocoMbl 22 + X, CMepmMaTo30MAOM C Xpo-
mMocoMamu 22 + X 00yc/ioBnvBaeT pa3BUTUE HKEHCKOTO
opraHusMa, a B C/ly4ae ONIOJOTBOPEHUS CMNEepMarTo3ou-
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Puc. 11. lNepegaya MOMIOBbIX XPOMOCOM OT pOAUTENed K [AeTAM.
MosicHeHMA CM. B TeKCTe,

JOM C XpomocoMamy 22 + Y obecrneyMBaeTcs pasBuTHe
MY>XCKOro opraHusma (puc. 11).

dopmMMpoBaHNe MOMOBbIX KIETOK — OYeHb  C/IOXKHbIN
W OTBETCTBEHHbIA MpoLecC, NPOTEKAWMi B OpraHu3me.
Kasanocb 6bl, 3TOT MNPOLECC XOPOLUO 3aliullieH OT BO3-
JeliCTBUS pa3/IMyHbIX (PAKTOPOB, Of4HAKO, Kak MoKasbl-
BaeT peasibHasA >MW3Hb, MAaTEPUHCKWIA BO3pacT SB/seTCA
BaXKHEMLWMM  (JaKTOPOM, B/USIIOWMM Ha  BO3MOXHOCTb
nosiB/ieHNs cnHAgpoma [ayHa y pebeHka.

YcTaHoBeHO, 4uTo Y 1000 >KeHLLMH-POXXeHNL, B BO3pa-
cte 15—19 ner yacTtoTa MOSABNEHUA HOBOPOXAEHHbLIX C
cuHgpomom [layHa KpaiHe Mana, M Mbl €e MNprvMeM 3a
eAVHNLY. Y TOro e KO/IMYeCcTBa >KEHLWWH B BO3pacTe
35—39 feT yacToTa pOoXAeHua feTein ¢ cuHgpomom [Jay-
Ha 6ygeT ropasgo 6onbweid n coctaBut 11. MMocne 45
NeT 3Ta umdgpa pgocturaet yxxe 104 (tabn. 2)’. XKeHLWMHbI
cTapwe 40 fieT poxawT NpuMepHO 2 % pfeTeid, 0AHaKO
Cpean HOBOPOXAeHHbIX 245 % —T0 eCcTb MNOYTU Kax-
Obli  4eTBepPTbIN — SABNSIETCA  06nagaTteneM  CUHApPOMa
JayHa. lpu 3TOM BepoATHOCTbL MOABMEHWA Ha CBET pe-
6eHKa C cuHapomom [layHa He 3aBUCMT OT Toro, Oyger
NN 3TO nepBbii PebeHOK B CeMbe WAW MOCAEAYHOLLINIA.

BospacT MaTtepy He 6e3passivyeH M AN COCTOSHUSA
HEPBHOM CUCTEMbI HOBOPOXAEHHbIX, & UMEHHO — €ro yBe-



Ta6nuya 2 JMYEHWE MNOBbIWAET YacToTy
3aBMCMMOCTb 4acToTbl pox- BPOX[EHHbIX aHomanuin. Ec-
AeHnA feTeid ¢ cuHApomoM  JINW 4YaCTOTY HEPBHbIX anoma-
LayHa oT Bo3pacTa Matepu *  nuii y  [eTeil, pPOXAEHHbIX
caMbIMW  MOJIOAbIMU (15—

CpaBHUTENb-
BospacT Ma- Has uacToTa 19 net) MaTepAMU, NPUHATH
Tepu, ser  Gonesn Aay- 35 anuHMLy, TO NpU BO3pacTe
poxeHuy 31—35 et yacTo-
Ta 3TWX aHOManuil yBenn4ymBa-
15—19 1,0 43
20—24 13 etcqa B 4,3 pasa, a npu BO3-
2.5-29 13 pacte 41—45 gneT —yxXe 60-
30-34 3,6 nee yem B 100 pas!
igjg ﬂg B HacTosllee Bpema ycTa-
45 1 crapiue 104.0 HOBNEHO, 4TO MepBoe peaykK-

UMOHHOEe feneHne (Melio3) y
[eBOYKM NPOUCXOAUT B 3Mb6pu-

* Bcero usyueHo 545 cny-  OHaslbHbI  nepuog (4—6 Me-

wow Nayha o ACTEN © CUBARO™ " cqlleB GepeMeHHOCTM MaTepm),

a BTOpOe peayKuuoHHOe [Je-
NeHVe U co3peBaHMe ANLeKNeTKM HacTynalT B nepuog mno-
NOBOr0O CO3peBaHusA, 4YTO COOTBETCTBYET MpumepHo 11—12
rogam. fanee norepemMeHHO, TO B MNpaBOM AWYHUKE, TO
B N1IeBOM, CO3peBaeT OfHa fliLekneTka B Kaxgable 28—30
[OHel. Takum 06pa3om, OAHW KNeTKU 6yayT «kpaaTb» BTO-
poro pefykuwoHHoro peneHusa 11—12 net, a Apyrve —
25 nnn paxe 40 ner.

OpHako Ha 100 >XeHWMH BCTpeyaeTcd OAHA, Y KO-
TOpOI CO3peBaldT OfHOBPEMEHHO ABe W 6onee siLekneT-
Kn. Crnyyam poxpeHUs Tpex—nATu O6N3HELOB He eau-
HUYHbI; MMEITCA (AaKTbl POXAEeHUs LWecTn 6GAN3HeLOoB.
Bo Bcex 3aTmMx cnyvasx 6/M3Heubl pasHosiiueBble. B He-
KOTOpbIX Cllyyasx co3peBawowas W Onjof0TBOPeHHas
ANLEKNIeTKA MOXeT MOAEeNNTbCA W Tak, YTO JAacT BO3MOX-
HOCTb 06pa3oBaTbCs ABYM W 00/ee COBEPLUEHHO OfMHa-
KOBbIM (MAEHTUYHbIM, OAHOSILEBLIM) OpraHnM3Mam-6sm3-
Heuam (puc. 12). Ecnu pasHosiiueBble OMM3HELUbI MOryT
ObITb OLHO- WAW Pa3HOMNOAbIMU, TO OfHOANLEBble OblBa-
HOT TOMIbKO OAHOMOJIbIMMK.

YacTtoTa poXpaeHns O6GAU3HELOB 3aBUCUT OT pasHbIX
MPWYUH, B TOM 4MCNe XU OT BO3pacTa MaTepu W yucna ee
npejlwecTByOWMUX pogoB. JokasaHO, 4YTO C BO3pPacToMm
maTepn (tabn. 3) M NOPAJKOBbIM HOMEPOM pPOAOB 4acTo-
Ta PoOXAeHUs OAM3HeUOB YyBenuumMBaeTca. OnucaHbl Ta-
Kue CeMbW, B KOTOPbIX >XEHWMWHbI WMenn BAU3HEL0B
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Puc. 12. OpgHosueBble cecTpbl 6/M3HELbI.

B psfe MOKO/MEHWA, TO eCcTb 06nagannm HacneACTBEHHbIM
NpeApacnonoXeHMemM K MHOFOMAOAMIO.

PoxgeHne 6/1M3HELL0B O4HOK MNofa elle He sBNAeTCA
[J0Ka3aTeNbCTBOM UX  WAEHTMYHOCTM  (OAHOANLEBOCTK).
OpHosiueBble 6nM3HeLbl, KaK MpaBWa0, O4YEHb MOX0XMU
APYyr Ha f[pyra, OAHAKO CAy4yalwTcsd W WCKIOYEHUS U3
aToro npasuna. llocnegHee 6bIBaeT B TOM CAy4yae, Korpga
YCNOBUS BHYTPUYTPOOHOTO pas3BMTUA O/IM3HEL,OB HECKO/b-
KO OTAMYanuch.

A Tak M BaXHO 3HaTb, POAWIMCL Pa3HO- WM OAHO-
AliueBble 6nM3Helbl? [a, o4eHb BaKHO. Begb ecnu 3abo-
neeT OAMH M3 Mapbl OAHOANLEBbIX 6MM3HELOB, Bpay AO0-
XXEH NpUCTaNbHO HabnwogaTb U 3a APYTUM, @, BO3MOXHO,
JaXKe HayaTb €ero MpouIakTUYECKOe JflIeYeHue.

N3yueHne pasButmsa u 3aboneBaemMocTM  6/M3HELOB
OKasano 60/bliOe BAWAWME Ha MOHMMaHWE POAKN Hacnep-
CTBEHHOCTM H cpefibl (hOPMMPOBaHWA 4Ye/lOBEKA B BO3HU-
KHOBEHUM MHOIMX ero 60ne3Heil. Ecnm Kakoin-To npusHak
MMeeT CXOACTBO Y 0AMNO0AMLEBbIX 6/M3HELOB, TO 3TO fB-

Ta6nuya 3
Bo3pacT mMaTepu u yacToTa poXaeHUs 61M3HeL0B

BospacT  YactoTa pox- BospacT YactoTta pox-

marepu, feHnsa 61m3- maTepu,  AeHua 61n3He-
net HeLoB* net LoB
18 27 35 48
20 36 w0 25
25 62 45 73
30 90 48 30

* Ha 1000 poxeHwuL,.
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npeTca CBMAETENbCTBOM €ro 3aBWCMMOCTW OT HacnefacT-
BEHHOCTM (reHoTuna). W3yuyeHue 3aboneBaeMocTu 0f-
HO- W pasHoAWLEBbIX 6/M3HELOB MOKasano, 4YTo Takue
3aboneBaHUs, Kak KOpb, KOKMIOLW, BeTpsHas ocna v ap.,
BO3HMKAIOT TOMIbKO MPU Hanuumy WHGekuuu, a npegpac-
MONOXeHWe opraHMsmMa K HUM MMeeT Manoe 3HauyeHue.
A BOT ANd NOABNEHMA AUMTepUM, CBUHKMW, BOCMaNeHus
Nnerkux, nonumuennTta, Tybepkynesa u paga apyrux 6o-
NesHei, KpoOMe NepBOro hakTopa, WrpatT pofib W Hacnea-
CTBEHHblE CBOICTBA OpraHu3Ma.

KonnmyecTBo eXemeCAa4yHO CO3peBalolnx AWLEKNETOK
HaxoauTCA Nof FeHeTUYECKMM KOHTPONEM W TakXe CWU/bHO
3aBUCMT OT BO3pacTa Mmartepyu. COBepLUEHHO eCTeCTBEHHO,
UTO KNETKM, U3 KOTOPbIX (OPMUPYIOTCA ANLEKNETKM, CO
BPEMEHEM CTaperoT, TO eCTb «MOPTATCA», W Kak Obl mpu-
pofja UX He 3aliuuiana, OHW BCE PaBHO C ONpeAeneHHOW
BEPOATHOCTLIO MOBpexfjalTcd. B pesynbTaTe 3T0ro BTO-
poe peayKUMOHHOE AefleHne MOXET MpPOoM3oTH C OLwu6-
Kamu, Hanpumep C HepacxoXfeHuem XpomocoM. B Takom
cnyyae 6yayT dopmupoBaThCsi ALLEKNETKU € 24 XpoMo-
coMamu, Uy BOOGLLE XPOMOCOMbI pacrnpefensarTcs Mo AByM
A0YEpnUM KNeTKam He MOPOBHY, BCMEACTBME 4Yero B Ail-
LeKneTky nonagetr 60/bllie XPOMOCOM, YeM 3T0 Heo6Xo-
avmo. OnnofoTBOpPeHMe TaKoM KNeTKW npuBeget K Mo-
ABNEHNIO pebeHKa C XPOMOCOMHbLIMW aHOMaNUAMMU.

[ns 00bACHEHMS NPUYKH, BbI3bIBAIOLWKUX MNOABMEHMNE
XPOMOCOMHbIX aHOMa/Wi, YYeHble BbIABUHYNN pAaf Npea-
NONOXEHWUIA.

1. W3meHeHne pH (KMCNoTHOCTM cpefbl), HacTynaw-
Lee B OpraHuMsMe B pe3ynbTaTe CTapeHus, 60nesHein u
(ocobeHHO) BOCNANMTENbHbLIX MPOLECCOB MOMOBbLIX Opra-
HOB O>KEHLMH, YTO MPUBOAWUT K HEPACXOXAEHMUIO Xpo-
MOCOM.

2. 3smeHeHMe TropMoOHanbHOro cTaTyca (3ngoKpuno-
natus). llocnegHee MOXeT NPUBECTU K MOABJEHUIO [e-
Tel ¢ MO3aMuM3MOM XpPOMOCOM W C CUHApPOMOM [JlayHa.
HanoMHMUM, 4TO 3HOKPWHHbIE OTK/OHEHUS C BO3PACTOM
XEHLWMNHbI YBENIMUYNBAKOTCH.

3. TpMMeHeHVe pa3NUYHbIX NeKapCcTB UM UCNOMb30Ba-
HWe BOAbl U NPOLYKTOB MNUTaHWA, CofepXawux Xummuye-
CKMe BellecTsa. B nutepaType WMelOTCA [aHHble O CBfl-
31 Mexay KOHUeHTpauuamu qrépa B BOLe W MNOBbILLIEH-
HO 4aCTOTOM pOXAeHWS p[eTeil € cuHApomom [layHa
(ueHTpanbHble wTatel CLUA). Tak, npu cofep>kaHuu
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0,1 —0,2 % Topa u4acToTa 6OMbHbIX fAeTell COCTaBnsieT
0,39 Ha 1000 HOBOpPOXAEHHbIX, a npun 1,0—2,6 % — oHa
Bo3pacTaeT go 0,58. B aTom cnyuvae gpyroil BaKHbIA (hak-
TOp, BAMAKOWMIA Ha 4acTOTy MOSABAEHWA CuHApoMa Jay-
Ha,— BO3pacT MaTepu, OTXOAUT Ha BTOpoW nnaH. A Befdb
BO MHOIMX CTpaHax Bofa (TOpMpyeTcAd [ANA CHUXEHUS
3a60/1eBaeMOCTM KapuecoMm 3y60B! W TaAxecTb nocnefcT-
BUI ANA MOTOMCTBA MPW 3TOM, K COXaNemnut, He YUuTbl-
BaeTcA!

KakK yKa3blBa/siocb Bblle, Y >KEHWMWH dopMupyeTtca
B CpefHeM OfHA Mo/oBas KieTka B Mecdl. A 3TO 3HAYUT,
4yTO MNpU OMAOJOTBOPEHUU COBEPLUEHHO OTCYTCTBYET BO3-
MOXHOCTb Bbl6Opa. Y MYX4YUH C BO3PacCTOM KO/MYECTBO
MOMIOBbIX KNETOK C HEenpasu/bHbIM HabopoM XPOMOCOM
Kaxable 15—18 netr ysenuuymsaetca B 100 pa3. 370,
Ka3anocb Obl, AOMKHO MPMBOAUTHL K elle 6ONblUei 4acTo-
Te HOBOPOXJEHHbIX C cuHApoMoM JayHa. OfHako npu-
poja pacnopsagunace no-ceoemy. OHa «M0o3BOAUSIA» MYX-
unHe 006pa3oBbIBaTb He OfHY MNOMOBYK KNETKY B Mecsl,
a MHOro MWJIMOHOB, YTO CO3L4aeT BO3MOXHOCTb BbI6OPa,
KakK 6bl KOHKypeHUuu. TMO3TOMY «BWHa» MYXXYMH B MOSB-
NeHUn pJeteil ¢ cuHApomMoM JlayHa (He TpaHC/MOKaLMOH-
Mol Npupofbl) ropasgo MeHblue. B uenom poxpeHue fge-
Teil ¢ 6onesHbt0 [ayHa npumepHo B 80 % cnydvaeB 06y-
CNOBNEHO HepacxoXAeHWeM XpoMOCcoM Mnpu  (hopMupoBa-
HUWU >KEHCKMUX NOJMOBLIX KNeTOK U B 20 % —npu ¢opmupo-
BaHUU MY>XXCKUX MOJIOBLIX KNETOK —crnepmMaTo3onaos3 Mpu
3TOM HEpacXOX[eHMe XPOMOCOM MOXET MPOUCXOAUTb Kak
B MEepBOM feneHuMnM B Melio3e (Korga Oypyuias matb ca-
Ma fABNSeTcA 3MOPMOHOM), Tak UM BO BTOpoM (3a40nro
4O onnofoTBopeHuns). [laHHble WCCNefoBaHWA MaTepuH-
ckoro (OTLLOBCKOr0) MPOUCXOXAEHUS [06aBOYHbLIX XPOMO-
COM Yy 00/bHbIX C CMHAPOMOM [layHa npuBedeHbl B Tabn. 4.

MHTepeceH ONbLIT aHanuMsa 4acToTbl poxpaeHua [ay-
HOB B [aHuWW, rfe reHeTMKa 4YenoBeka XOpOLIO MOCTaB-
NneHa Ha cnyb6y obulectsy. B 1950 n 1970 rogax B 3Toit
CTpaHe Obl1 OpPraHM30BaH Y4eT JaHHbIX O poXaeHun [ay-
HOB MO BO3pacTHbIM rpynnam poxeHwuuy (tabn. 5). Oka3sa-
nocb, yto B 1950 rogy wu3 79558 HOBOPOXAEHHbIX 116
fjeTein 6blnn ¢ cuHapomom [MayHa (B cpegHem 1 Ha 685
HOBOPOXAEHHbIX). Cnycts 20 net, B 1970 rogy, u3

3 PaHee cylLlecTBOBasI0 MHEHME, UYTO «BMHa» XEHLLWH ropasjo
Bbllle W cocTaBnsetr 98 %.
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Tabnuya 4

BnusiHne nona poavTeneii Ha 4acToTy
nosiBfieHUs1 [06aBOYHOV XPOMOCOMbI Yy
GONMbHLIX C euHApoMOM [JlayHa

Yuncno 605bHbIX ¢ fo6aBoY-
HOV Xpomocomoli npu nep-
BOM M BTOpPOM (B CKOGKax)
O6Lee yncno fieneHun B Meiiose
obcnegoBaH-
HbIX 60/IbHbIX
MaTepuHckas OTuoBCKas

Xpomocoma Xpomocoma
67 37 (7) 14 (9)
145 96 (16) 20 (13)

Tabnuuya 5

[aHHble 0 feTAX C CMHAPOMOM [JlayHa, poXAeHHbIX B JaHun B 1950
n 1970 ropgax

Uucno gereii 1950 r. 1970 rog

C CMHAPOMOM
BospacT mMa- [layHa K 06-
Tepu, net Lwemy uucny

Oxunpgae- Oxunpae-
Yucno  moe uucno Yucio  moe 4ncnio
XXWBOPOX-  AeTeil ¢ >KUBOPOX-  geTeld ¢

HOBOQ'(L)I';'qu' [EHHbIX CWHAPOMOM  JEHHbIX  CMHAPO-
[ayHa mMom [flayHa
15-19 1 :2300 5 769 2,5 5 884 2,6
20—24 1 :1600 22 310 13,9 26 588 16,6
25—29 1:1200 24 218 20,2 24 193 20,2
30—34 1:880 15 438 17,5 9 864 11,2
35-39 1:290 8 874 30,6 3453 11,9
40—41 1:100 2272 27,7 774 7,7
45-49 1:46 177 3,8 46 1,0
Bcero... | | 79558 | 116,2 | 70 802 71,2
YactoTa nosineHuns cnua- | |
poma [ayHa | 1:685 | 1:994

70802 HOBOpOXAEHHbIX O06HapyXeil Tombko 71 cnyvaii
cuHgpoma [ayHa (B cpegHem 1 Ha 994 pebeHka), TO
ectb noytn Ha 30 % MeHbwe. EcnmM npoaHanusnposaTb
4yacToTy poxAeHus [layHOB MO BO3pacTHbIM rpynnam po-
XeHul, T0 BUAHO, 4To 3a 20 f1IeT BO3PacT UX YMEHbLUU-
CA MOYTU Ha S nert.

B CCCP pns pasHbiX pailoOHOB OTMeYeHa HeofuHa-
KOoBas u4acToTa pOXAeHus pJeTel ¢ cuHApoMoM JayHa.
Mo ropogy Omcky, Hanpumep, 3a 1960—1971 rofbl OHa
6blna pasHa 0,148 %, npu atom B 90 % cnydyaeB OTMe-
YyeHa Tpucomma no 21-m xpomocome, 7—8 % cocTaBun
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Mo3auumsM nB 2 % cnydaeB 601e3Hb HOCWNa TPaHCNO
KaLMOHHBIA XxapakTep.

ECTecTBEHHO, 4YTO HM OAWH W3 pPOAWTENeil He Xo4eT
umeTb 60MbHOrO pebeHka. [Ond  ueneid reHeTUYeCcKoro
KOHCYNbTMPOBaHNA pOAMTeNel BaKHO 3HaTb, FAe U Korga
npousolna «olunbka» Npu CO34aHWM  HOBOTO OpraHm3-
Ma — BO BpeMs (OpPMMPOBaHMS NOMOBLIX KETOK OTua
UM MaTepu nM60 dXKe nocne Ono4OTBOPEHUS JKEHCKOWA
KNeTKM 1 co3faHusa 3Urotbl? MOXHO AU WUCNpaBWUTb 3Ty
«OLWMNOKY», a, 3HauuT, npefoTBpaTUTL 6Gofblioe rope?

CoBpemMeHHas reHeTMKa BO MHOMMX Cay4vasx MOXeT OT-
BETUTb Ha 3TV BOMPOCHI, M OCOBGEHHO Moc/neAHee KacaeTcs
cuHapomoB LlepeweBckoro —TepHepa u KnaliHenbTepa.
Ans 3Toro Meauky-reHeTMKy He0O6XOAMMO 3HaTb Hacneg-
CTBEHHbIe CUCTeMbl rpynn kpoBu X matepu u otua. O6
3TO/ CWUCTEME MW3BECTHO, YTO OHa CuenfieHa ¢ X-XpOMOCo-
MO, TaK Kak reH, ee 00yCnoBnvBatOWMA, N0OKanM30BaH
B [aHHON XpOMOCOME U XapaKTepusyeTcs Hanynem [BYX
TUMNOB OTKNOHeHUn — X (a+) u X(a—). Mpu atom X (a+)
JomuHupyeT Hapg X(a—).

PaccmoTpum npumep: MaTb ob6nagaet X(a—), oTeuy —
X(a+). CooTBeTCTBYIOLME WX TEHOTUNbI OyAyT crnegyto-
wumn: X(a—)X(a—) un X(a+)¥. 34ecb BO3MOXHbI [Ba
cnyyas. [MepBblil —po4yb OKasanacb € cuHAapomom Lllepe-
wesckoro —TepHepa X(a— c¢ reHotunom X(a—0. 370
CBMAETENbCTBYET O TOM, 4YTO OTLOBCKas MOM0Basf K/eTka
He BHecna HWM OAHON MonoBOM Xpomocombl (22 + 0). BTo-
poil cnyvail —poXaeHne [Aovepu € cuHApomoM TepHepa
X (a+)—BO3MOXeH, ecnM MaTepuHCKas nofaoBasi KaeTka
He MMefia MosoBO xpomocombl (22 + 0).

MoAO6HbIA  TEHETUKO-MeAULUMHCKNIA  aHanu3  ceMmeid,
UMeloWwmnx getein ¢ cuHgpomamu LllepeweBckoro — TepHe-
pa n KnaiiHdenbTepa, Nokasan, YT0 «BUHOBHbIMW» B MOSB-
NEHUN TakKWX fAeTeil MOryT ObITb KakK OTLUbl, TAK M MaTepw.
VHbIMK crnoBamu, HapylweHve (OpMUPOBAHUA MOJOBbIX
KNeTOK y OAHOro M3 poauTeneid o6ycnosnnsaeT nosiBne-
HVWe fAeTeil ¢ aHOManMAMM MOJIOBLIX XPOMOCOM.

[na pspga eBpOMeiicKMX CTpaH yCTaHOB/IeHa HeOAWMHa-
KOBasl 4yacToTa pPOXAeHus geTeil ¢ cuHapomamu Lllepelwses-
ckoro —TepHepa u KnaitHtbenbTepa B TeuyeHue roja,
a VMEHHO —YMOMSHYTble CMHAPOMbI FOpa3fc Yalie nosB-
NAKTCS NpW 3a4aTumn B NeTHWE MecsAubl (MH0Nb — aBrycr).
YueHble CBA3bIBAOT 3TOT (haKT C yBe/MYeHMEeM Monaja-
HUS B OpraHuW3M Cynpyros C OBOLaMW, Arojamu u ¢pyk-
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TaMU TOKCUYECKMX BellecTB (nectuumpbl, WHCEKTULMAbI,
repbuuMabl M 4p.), KOTopble B HaubofblIEM KO/MYecTBe
ncnonb3yoTea And 6opbbbl ¢ BPeAUTENAMU U COPHAKAMM
Ha NonfxX WUMeHHO B 3TO BpeMsA roga. CornacHo AaHHbIM
YUeHbIX, XMMUYECK/e BeLLecTBa, NPUMeEHSieMble B KayecTBe
MyTareHoB, KoOHLepareHoB n TepaTtoreHos, B CCCP cocTas-
nalT 6onee 60 Thic. HaumeHoBaHmii, a B CLUA —6onee
450 TbIC.

B HacTofllee BpemMs, KPOMe OMUCAHHOrO Bbille CUHA-
pomMa [ayHa, WM3BECTHO MHOFO XPOMOCOMHbIX HapyLleHWi
y 4yenoseka. 310 cvHApPOMbI [Matay (TpMcomus Mo XpoOMo-
come [1), 3pBapaca (Tpucomms no 18-ii xpomocome),
CUHAPOM, 06YCNOB/EHHbIA geneuneld  (BbiMageHWEM) KO-
poTKOro nneya 5- XpoMOCOMbI (CMHAPOM  «KOLUAYbero
KPWUKa»), CWUHAPOM, CBS3AHHbLIA C Jeneuuein KOPOTKOro
nneva 4-ii Xpomocombl, ¥ fAp. OnucaHWe ayTOCOMHBbIX
cuHApomoB faHo A. B. Mwukanbcaapom B KHuUre «Jlekumnu
Mo MeAULMHCKON FeHeTuKe».

Bce nepeyncneHHble  CUHAPOMbI  HECOBMECTUMbI  C
XXW3HbIO. CuHApoM [lMatay orpaHuymBaeT XW3Hb 6GONLHOMO
Tpems MecauaMu, OYeHb PefKo OLHUM rofoM. BofibHble ¢
cuHgpomom [layHa »kmByT 16—18 net, a C CUMHAPOMOM,
CBA3aHHbIM C feneumeri KOPOTKOro nneya 4-i Xpomoco-
Mbl,— [0 Tpex JeT.

Heob6x04MM0O OTMETUTb, YTO B CTpaHax C XOpowWo no-
CTaBNEeHHOW paboToli reHeTUYECKMX KOHCYNbTauuii W Ha-
NaXXeHHbIM CTATUCTUYECKUM Y4eTOM 60/bHbIX (3TO HeKo-
Topble eBponeiickue ctpaHbl, CLUA, AnoHua un gp.) xpo-
MOCOMHbIE aHOManuu Yy HOBOPOXAEHHbIX YyjaeTca B Ka-
KOI-TO Mepe CHU3UTb.

FnaBa 3

"eHHble 3ab60neBaHUS Yy 4esioBeKa
[CeHHas nporpamma 4esnoBeka

CKO/IbKO TeHOB Yy 4enoBeka? TeopeTUYecKMe pacyeTbl Mo-
Ka3blBalOT, YTO Y Ye/ioBeKa BCA reHeTM4yeckas nporpaMmma
COCTOWUT nNpuUMepHO ¥3 3,5 MWANMOHOB Nap TreHOB.
K 1978 rogy onucaHo OKOfI0 3 ThbiC. TEHOB M W3yyeH Xa-
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paktep ux HacfnegosaHusa. Okasanocb, 4yto 1489 re-
HOB — ayTOCOMHO-40MUMAHTHbIE, 1117 —ayTocomHo-pe-
ueccusHble U 60nee 200 reHoB /10KanM30BaHO B X-XPOMO-
come (Tabn. 6). KoHeuHo, n3y4yeHo ewe mano. Ho B Hac-
ToAlLee BPEMS E€XErogHO OMNUCLIBAeTCA [0 AeCATU HOBbIX
reHos.

[na peannsaumy CBOWCTB U (PYHKUWIA OpraHm3Ma «pa-
60TaloT» BCe reHbl, HO He OJHOBPEMEHHO. 3aecb CylliecT-
BYET OMpeAeNeHHbI XXeCcTKWI MopsAfoK, nocnefoBaTenb-
HOCTb, KOTOpas TakKXe HaxoguTca Mo TreHeTUYecKUm
KOHTponeM. O TOM, 4TO He BCE TeHbl HayMHalT «pabo-
TaTb» Cpasy Mnocne POXAeHWs, CBUAETENbCTBYET Creayto-
Wuii akt: npumepHo 1,5 % HOBOPOXAEHHbIX MUMEKT reH-
HYl0 OTArOWEHHOCTb (HEeno/IHOUEHHOCTb). B npouecce
XWN3HN (OHTOreHesa) OOHApPYXWUTCA elle [AOBONbHO MHOMO
3ab0neBaHnii, CBA3aHHbLIX C HEMOJIHOLEHHOCTLIO TEeHOB, KO-
TOpble HauyMHaloT «paboTaTb», «Bblidfs Ha (eHOTUM» Ye-
pe3 reHHble NpOAyKTbl — MHGopMaunoHHble PHK, Henon-
HOLEHHbIE PEPMEHTbI U T. A

OTKyfa y 4enoBeka NOSABAAIOTCA HEMOJIHOLEHHbIE, WU
TaK HasblBaemble fieTasibHble U MoNyneTanbHble, reHbl?

UenoBeK npowen AANTENbHYI0 3BOMIIOLMIO, Npexae
UeM M3 OfHOW KNeTKM MOSABUACA pasyMHbIA, caMblil CO-
BEPLUEHHbIi BWA >KMBOW MaTepun, MOrywuid fgymatb W
n3yyatb OKpyXawowmnii mMup n cebs. ECTeCcTBEHHO, 4TO
paHblle MOSAB/IEHNA 6GMONOrMYECKON MaTepum KakK HOBOM
(hopmbl B NpUpoLe LO/KHbI 6bl BO3HUKHYTb OCHOBaHWA
OHK, 13 KoTopbix 3aTeM 06pa3oBaiuCb MaTpuubl, CMo-
COGHble 3anucaTb M nepegaTb ChefylOLWeMYy MOKOMEHUNHO
nMpuM3HaKM W CcBONcTBa. [na Bcero 3Toro notpeboBanochb
OYeHb M OYEHb MHOFO BPEMEHMU.

Tabnuua 6
AnHamyka ob6HapyXeHUs HacnefcTBeHHbIX (MeHAenupylowmx) npu-
3HaKoB Yy 4esioBeKa

Twun HacnepoBaHust reHoB 1958 r. 1966 r. 1968 r. 1971 r. 1975 r. 1978 r.

AyTOCOMHO-[OMVHANTHbI 285 837 793 943 1218 1489

AyTOCOMHO-PELIECCUBHbIA 89 531 629 783 947 1117

CuenneHHbll ¢ X-Xpomo-
COMOVA 38 119 123 150 171 205
Bcero . . 412 1487 1545 1876 2336 2811
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Mpoiigs AAWTENbHbIW NyTb pPasBUTUA, WUCUUCNSEMbIN
MUANOHAMW feT, COBEPLUEHCTBYSACb 4epe3 0OTOOp 6onee
MPUCMOCOBNEHHOTO K OKpPY)Kalol el cpege, FeHeTUYECKUiA
maTepuan He MOr COXPaHWTbCA B HEU3MEHEHHOM BUAe U
JOATWM [0 Hawux [AHeil, He Hecs B cebe psg  «OLIMBOK»
B BUAE NleTaNbHbIX W MONYNeTanbHbIX FEHOB, KOTOpPble pea-
NN3YIOTCA U «BbIXOLAT Ha (DEHOTUM» NPWU YCNOBMU COBMa-
[eHUs X KaK B OTLLOBCKOW, TaK M B MaTePUHCKON MaTpu-
Lue. B nmocnegHem crnyyae BO3HMKaeT ABNEHWUE TOMO3WUIOT-
HOCTM  (Of4MHAKOBOCTM) NO  TOMY WAW  WHOMY  TeHy»
B Tabn. 7 npuBedeHbl 4acTOTbl BCTPEYAEMOCTM ayTOCOMHO-
peLeccMBHbIX M [OMWHAHTHbIX 3a6oneeaHuii B EBpone.
Heckonbko paHee Mbl YNOMWHaNW, 4TO reHeTMyeckas npo-
rpamma y 4enoseka gy6nupoBaHa.

CoxpaHun NN YenoBeK CBOE «POACTBO» B 3BOMOLMUM U
peanbHbl N «Cnefbl» A0OKa3aTeNnbCTBa 3TOM0 Ha 3BO/MIOLM-
OHHO necTHWUe? [Jla, Takne AOKa3aTenbCTBa Y4eHble 06-
HapyXunu.

CoBpeMeHHble MeTOfbl MOJIEKYNSPHOWA TEHETUKU no3-
BONAIOT MPOCNeAUTb 3a FEeHETUYECKUM POACTIOM 4enoBeka
C LpYyrMMW BMAAMMW >XWBOW MaTepumn, Hanpumep c 06€e3b-
AHaMW, rpbi3yHaMu, pblibamMu U Aaxe MUKpoopranusmamiu,
Takoe poACTBO OOHapyXuBaeTca cregylowum o6pasom.
Monekyna OHK 4enoseka, Kak W [pyrux opraHu3mos,
crnocobHa npy nNoOMeLleHWM ee B BOAY C MNOCNEAYOLWUM
nogorpesom po 82,5 °C geHatypupoBatbCAa UM U3 ABYX HU-
Ten (gBycnupanscHoii [OHK) o06pa3oBbiBaTb ABe OTAeNb-
Hble Lenoykn —pase ogHocnupanbHble OHK. T[locnepHee
NPOMCXOAUT B CWAY TOro, YTO BOLOPOAHbIE CBA3N MeXnay
OCHOBAHUAMWU MNPU YKa3aHHON TemmepaType paspbiBaloTCs.
Ecnn 3atem Takoi pacTBOp MOCTENEHHO OXNafuTb A0 KOM-
HaTHOl TemnepaTypbl, TO ABe OTAENEeHHble ApYr OT Apyra
HUTM AHK MOryt coemHATLCA OMATb. 3T0 COeAMHEHMe
6yLeT NpoMcxoauTb B TeX MecTax, rge KOMMNJEeMEHTapHOCTb
OCHOBaHWli coBnajaet, TO ecTb afeuuH COeAMHWUTCA C TWU-
MUHOM (A—T), a ryaHnH —c umtosnHom (IF—L). O6pa-
30BaHMe ABYX OTAefbHbIX HUTel u3 asycnupansHo OHK
M 3aTeM BHOBb BOCCTQHOBMIEHWE [BYCMUPATbHON MOMEKY-
Nbl U3 ABYX OTAESIbHbIX HUTEA MNOAy4YMan Ha3BaHue CcooT-
BETCTBEHHO [eHaTypauun W peHatypauuu. OTUMKU ABfe-
HUAMMW W BOCMO/Nb30BANIUCL Y4YeHble, YTOObl BbISCHUTb Ha-
NMymne reHetudeckoro (Ha ypoeHe monekyn AHK) poact-
Ba 4YenoBeKa M ApYrux BMAOB XKMBON matepuu.
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PacnpocTpaHeHHOCTb [OMUHAHTHbIX W ayTOCOMHO-peLecCUBHbIX 3a-
6onesaHnin B EBpone (Ha 1000 HOBOPOXAEHHbIX)

AYTOCOMHO-peLeecBHble 3a60neBa-
[oMWHaHTHble 3a6onieBaHus s

HaumeHoBaHne 60/1e3HN TL'a‘j‘CJ/S‘ HavnmeHoBaHMe 60M1€3HN LT'I;CE/?)'
Xopes MaHTUHITOHa 0,5 MykoBucuno3 0,5
Helipothrbpomartos 0,4 DeHNNKETOHYPUSA Knac-
MwoTowuryeckas guctpogus 0,2 cnyeckas 0,1
MHOXeCTBEHHbIV M0/MN03 HelporeHHble  MblLLEYHbIE

KMLLeYHUKa 0,8 aTpothun 0,1
Annasua gnadusos 0,5 CepnoBufHo-KneTounas
JomunHaHTHasa dopma cne- aHemMus o[,

notbl on Mvnepnnasusa  Hagnoveu-
[JomMunHaHTHbI 0TOCK/1epo3 HUKOB oa

(Tvn B3pocCnbIX) 1,0 [CnyxoTa BpoXpenHas 0,2
MnepxonectepuHemMns Cnenota,  peLecCUBHbIe

MOHOreHHas 2,0 thopmbl 0,2
HecoBepLUeHHbI AeHTUHO- YMCTBEHHAA OTCTa/I0CThb

reHes 0,2 Hecneynguryeckas 0,5
Monnkunctos noyek (Tun BonesHb Tes — Cakca 0,04

B3pPOC/bIX) 1,0 My Kononucaxapugos,
TybepKynesHblii CKNepo3s 0,01 ™n | 0.02
BasnnsapHble BhaBneHus 0,03 Mykononucaxapugos,
TwHaTo(hopMHass Kap/IMkKo- ™n 1l 0,01

BOCTb 0,08 MeTaxpomaTuyeckas nein-
CuHgpom MapdaHa 0,04 KoaucTpousa 0,02
AXoHgponnasns 0,02 TlanakTo3emus 0,02
CuHgpom Anepca — fan- CromouuncTuHypus 0,01

noca 0,01  UwucTtunypus 0,06
OcTeoneTpos 0,01 LmcTuHo3 0,01
PeTnHobnactoma 0,03 CwuHgpom CwuHTa — JleH-
PacwenneHue rybbl u (nam) m — onunTua 0,01

Heba €O CAM3UCTBIMU AM-

Kamu y ry6 0,01
HecoBepLueHHbIA ocTeore-

He3 0,02

MepBas cepusi TakmMx paboT Oblna npogenaHa ¢ AHK
yenoBeka WM 4el0BEKOOOPa3HO 06e3bsiHbl. B TOM, 4TO OHMK
POACTBEHHUKMN, HUKTO HE COMHeBascs, OfHAKO OCTaBanach
HeACHOIN cTeneHb POACTBa, Befb MO XPOMOCOMHbLIM Hab0-
pam 3TW [Ba OpraHvM3ma Mano pas3iMyumbl —Yy 4enoBeka
46 xpomocom, a y 06e3bsiHbl — 48.

B pesynbTate aHanusa cTeneHn rubpugmsaunn Ha
ypoBHe Monekyn [OHK u4enoBeka UM 4en0BEKOOOGpPa3HOWA
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00e3bsAHbI 0Ka3anocb, 4TO o06pa3oBaHWe rMbpPMAOB —TO
ecTb (hOpMMpOBaHME M3 ABYX OAHOHWUTOYHbIX AHK ogHol
ABYNUTOYHON — npoucxogut B 85 % ciy4vaeB, U TOMbKO
15 % reHeTM4yecKkoro marepuana 4yenoBeka pPe3Ko OT/nYa-
eTCA OT TAaKOBOr0o y 06e3bfiHbl. Takum 006pa3oMm, 4e/0BEKO-
obpasHasa 06e3bsiHa TEHEeTUYECKN POLCTBEHHA UYeN0BEKY
Ha 85 %e

UnTaTenb 3HaeT BbiCKa3biBaHWe ®. 3Hrenbca 0 TOM,
4TO YesioBeK npousollen OoT 06e3bAHblI B pe3ynbTare Anu-
TeNbHOM «WnoBKM» TPyaoM (ero 3HaMeHUTOoe—«TPya
co3gan denoseka»). OfHaKO C y4yeTOM BCEiA CyMMbl CO-
BPEMEHHbIX 3HaHWIA, HaKOMEeHHbIX YeN0BEYECTBOM Ha Cce-
FOAHALWHWA AeHb, K 3TOMY cfefyeT npubaBuTb, 4YTO elle
nepes «LWAM(OBKOV» [OMKEH Obl1 MPOU3OATU OYEHb CMIOX-
HbIA Mpouecc AmBepreHuMn (pacxoXxgeHus), B pesynbTa-
Te KOTOPOro y 4yenoBeka cTano 46 Xpomocom, a y 06e3bs-
Hbl ocTtanocb 48 (Mnu nosbicunocb Ao 48). B HacTosllee
BpemMsi Hayka He MOXET TOYHO OTBETUTb Ha BOMPOC —
KOrga M Kakum 00pa3om MOsABUCS pPasyMHbIi 4enoBeK —
HoTo 3aplens.

KoHe4yHo, Tpya Obl OCHOBHbIM (akTOpOM (hOPMMpPOBa-
HUS COBPEMEHHOr0 YefioBeKa, HO KpaliHe COMHWTESNbH-O,
4yTO TPYA NOBAUAN HA M3MEHEHME 4yucna Xpomocom. Heob-
X04MMO 6bIN0 MUCKaTb MPOMEXYTOUHbIA OpPraHu3M Mexay
Ye/NOBEKOM M 4enoBeKoobpa3Hoi 06e3bsiHOi. W Takoli op-
raHM3m HeAaBHO O6GHapyXunu. W30TOMHbIM — aHanM3oM
YCTaHOB/IEHO, 4YTO eMy 1,5 M/H feT.

Ecnn  ynomsHyTyt0 Bbille Mpoueaypy npogenatb C
OHK pgomaliHeld MbllWM U YenoBeKa, TO BbICHAETCH,
UTO Mblllb HaM poACTBeHHa Ha 25 %, a OCTaNibHOW reHe-
TMYECKNIA MaTepuan He paeT rmbpmgos mexay AHK ude-
NOBEKA U MbILN.

NTaK, WAEHTUYHbIA TeHeTUYeCKniAi MaTepman COAEPXMUT
obLiMe reHbl, a OOWHOCTb MOCNeAHWMX, B CBOK O4epedb,
onpegensieTca WAeHTITYHOM MNOCNefoBaTeNbHOCTBH)  OCHO-
BaHUA B HUTM AHK, KOoTOpble COXpPaHWANCL HEU3MEHHbIMM
B TeyeHWe ANUTENbHOro, UCUYUCNSEMOrO MUANMOHAMU NeT,
BPEMEHWN.

MOXHO YAMBNAATLCA NOTUKE Y4YeHbIX, KOTOpble elle
33407r0 0 FEHETUYECKMX OTKPbITUA OTHEC/N YenoBeka U
MbIlb 3@ WX XapaKTepHble OAWHAKOBbIE YepTbl K OAHOMY
Knaccy — M/IEKONMUTAIOLLUM.

Mmbpnabl Ha yposHe Mmonekyn OHK uyenoseka u pbl6
JaloT ToNbKo 5 % rubpuaHOro reHeTUYeckoro marepuana.
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370 03HauyaeT, UYTO reHeTMYeCKWiA MaTepman 4esoBeka pa-
3owenca (npousowna AMBEpPrenuus, pacxoxieHue) c re-
HeTUYECKUM MaTepuranom pbib OYeHb W OYeHb [aBHO.

Mpu wuccnegoBaHMM TeHETMYECKOrO Martepuana 4eno-
BEKa W 6GaKTepuu, HampuMMep C KWLIEYHOW Masfiovykoi, Ko-
TOpas >XWBeT B KULUEYHWKE 4enoBeka W NOMOraeT emy
nepepabaTbiBaTb MNULLY, OKa3anocCb, YTO Yy 3TON bGakTepuu
TaKXXe WMelTCa TeHbl, KOTOpble MO3BOMAT MOAyYaThb
rmopuabl mMexay wmonekynamu [AHK 4yenoeeka u 6akTe-
puin. bonee Toro, ewe B Komue 1960-x rogoB npogenaHa
O4YeHb TOHKas paboTa MO WajdAllemMy BblAeNEHNIO KOHKpeT-
HbIX TEHOB W3 FeneTMYeckoro marepuana KuWeyHOoWl na-
NOYKWU W BBELEHWUIO WX B KYNbTYpy K/ETOK TKaHel, B3f-
TbiIX Yy pebeHKa C HacneAacTBEHHbIM 3abofneBaHMEM ranak-
To3eMuen (HecnocobHOCTb MepepabaTbiBaTb OAWH U3 MHO-
rMX caxapoB —rasiakTosy).

HanpaBneHne reHeTUKW, OCHOBAHHOE Ha JlIeYeHUU
HacneACTBEHHbIX 60/1€3He BO3AEWCTBMEM Ha TEHHbI Ma-
Tepuan, MOMy4Yun0 HasBaHME TFEHHON WHXeHepun. B Oy-
Oywem 3TO HanpaB/fieHUe TeHeTWKU, BO3MOXHO, CTaHeT
OfHUM W3 METOAOB J/IeYEeHWA WAU WCMpaBfeHUs Hacneg-
CTBEHHbIX (FeHHbIX) 3ab0fieBaHWIA Y YenoBekKa.

N3 poBonbHO 6ernoro pacCMOTPEHWS BOMPOCOB reHe-
TUYECKOr0 POACTBa 4YeNOBEKa M APYrMx OPraHU3MOB SCHO,
YTO TFeHeTMYecKUn maTepuan 4enoBeka 3a CBOK A/INTENb-
HYl0 3BOMIOLMIO HAKOMWA W MPOAO/MHKAET HakannmBaTb
«OLUMBKM», TO €eCTb fieTallbHble W MONYyNeranbHble TrEHbl,
KOTOpble MepejarnTcs Cregylowmm MoKoneHuam. W3secT-
HO, YTO KaXX[Ablii BbICWIWI OpraHu3M, B TOM 4uC/le U Ye-
JIoBeK, UMeeT B cpefHem 12—15 netanbHbIX TEHOB, KOTO-
pble MNPUMBOAAT K feTanbHbIM WCX0A4am B CAy4yae MX ro-
MO3WUroTHOCTU. B cpeaHem no psgy cTpaH Kaxpible 2—3
pebeHka 13 200 HOBOpOXAeHHbIX (TO ecTb 1,5—2,0 %)
HacneACTBEeHHO OTATOWEHbl (HEMONHOLEHHbI) MO TEHHbIM,
MaTpu4yHbIM, 60ne3HsM. K Hauvany 1960-x rogoB onmcaHo
6onee 1500 BMAOB reHHbIX 3ab0feBaHWl y YenoBeka.

YCTaHOBMEHO, UYTO OAHaX/bl MOSBMBLUMCH, NeTaNbHbIl
FEH YyXXe He ucyesaeT M3 nmonynsumu ntogein. BosHukaeT
BONPOC —a BCerfa v 3ToT reH HexenateneH?

PaccmoTpum cnegytowmnini npumep. Takad 60/1e3Hb, Kak
CEepnoBUAHO-KNETOYHAas aHeMus LWMPOKO pacTpocTpaHeHa
B Tex cTpanax Adpuku u A3uu, rge BbICOKA 4vacToTa 3a-
6oneBaHunii manspuein. FOMO3UrOTbl MO NeTafbHOMY TEHY
CEprnoBMAHO-KNETOYHON aHeMuUWM MOrmbaloT B paHHEM feT-
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CTBe M3-3a HefjocTaTKa KUCMOpoga, TaK Kak WX 3puTpoLu-
Tbl MMEKT W3MEHEHHYK (opMmy (BCNeACTBUE Yero He Mo-
ryT yfepXuBaTb W NepeHOCUTb Kucnopod). eTeposnroTsl
€ MO0 AaHHOMY reHy 060/ee YCTOWUYMBbLI K 3ab60/1€BaHUIO
Manspueit, YemM rOMO3UroTbl MO HefeTanbHOMY FeHy. [lo-
aToMy o06nafaTenn netanbHOro reHa CepnoBUAHO-KIETOY-
HON aHemMumn, 6Gnarogaps WMEHHO 3TOMY TeHY, 3aliMLLEeHbI
0T 3aboneBaHUsi mManspuen.

WTaK, n 3pecb npupoga okasanacb myppa. JletanbHble
reHbl He TONbLKO MepefaldT HacneAcTBEHHble 3abofeBaHus,
HO M MOFyT 3auiMuiaTb OpPraHu3M MNpMOBPeTeHHbIX 3a60-
neBaHW. VHbIMW cnoBaMmn, FEHETUYECKME «OLUMOKM» Ye-
NOBEKa WUrpatoT B €ro XXW3HU [ABOMHYI pofb —W 0TpuLa-
TeNbHYI0, U NOMOXWTENbHYO. W OblBalOT cnyyan (Bbllle-
NpUBEAEHHbI NpuMmep C Manspueid B Adpuke), Korga ot
«OLINOOK» 6OnblLUe MOMb3bl, YeM Bpeda.

KaK 06HapyXuBalOT reHHble 3a60n1eBaHNA?

[ns ycTaHOBNMEHUs HacnefCTBEHHOW npupofbl 3aboneBa-
HUA UCMOMb3YeTCA KIMHWUKO-TeHeanornyecknii metog (re-
Heanorns—popfocnosHas). OfuH M3 MepBbIX 3TanoB W3y-
YeHUA TeHeTUKW HacNefCTBEHHOro 3ab0feBaHUS —BbIfB-
neHve 6OMbHOMO W COCTaBfieHWe €ero poAocfoBHOW. [lpm
COCTaB/eHUW POAOCIIOBHbLIX WCMONb3YHTCA ONpefesieHHble
cumBonsl (puc. .13). (Janee 3tumm cumBonamu Bygem
NMonb30BaTbCA MPU M3N0XEHUN Tpaduyeckoro martepuana.)
Y4YeHOro-reHeTuka WHTEpPecyeT, WMen nu KT0-1Mbo u3
POACTBEHHUKOB 60MLHOTO0 fJaHHOe 3abosieBaHUE WAM OHO
nosiBUNOCL BMepBble? Takas MOCTaHOBKa BOMPOCa — He-
npasgHoe N60MbITCTBO. YUYEHOMY HEe06XOANMO BbISCHWTD,
4TO NPOSBUIOCH Y BOMBHOrO —HOBas MyTaLus WKW CTa-
pblii reH? B 3aBMCMMOCTM OT TOr0 WAM APYroro MnporHo-
3upyeTtca pucK 3aboneBaHWs NOTOMCTBA He TOMbKO Yy MO-
PaXXEHHOro 4neHa CeMbW, HO W Yy €ro POACTBEHHMWKOB.
Ecnu ycTaHoBneHa MyTauus, TO TEHETWK MbiTaeTCs Bbl-
ABUTb (hakTopbl, 06YCMOBMAMBAKOWME €e BO3HUKHOBEHME,
4Ns NPOMNAKTUKN NOABNEHUA [aHHOro 3aboneBaHus y
APYTUX YNeHoB CEMbU.

OfiHaKo 4TO XXe MpOoABNAeTCA uyalle, NP HacneACcTBeH-
HOM 3ab0/ieBaHMM —HOBaA MyTauus ;WM CTapblii  FeH?
Axkagemnk AMH CCCP H. T1. bouko™B nucan no atomy
noBody» «Yem HMXe YpOBEHb 3[4paBOOXPAHEHMWS, TEM
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(p MyxuuHa O  KeHwmHa
O -pO Bpak

PogHble 6paTbsA U cecTpbl (CMbChI)
<£fb CMHb BAusHeLpbl MOHO3UIOTHbIE

BI'II/I3HeleI AN3SUTOTHbIE

4 ABOPT WM Mep TBOPOXKAEHHbIN
N BOMbHOI MyX4unHa

N BonbHas >XeHLHa

1 FeTepo3nroTHbIN HOCUTE/b PeLLecCUBHO-
M ro npusHaka

A TeTepo3uroTHas HOCUTE/IbHNLA NPr3HaKa,
CLEMN/IEHHOrO € X-XPOMOCOMOW .

3p0poBasi, He 06cneaoBaHHas!
® >KeHwwHa-HOCUTeNb reMocpun

Puc. 13. CumBOSbl, NCcnosib3yemMble B FreHeTUKe 4esioBeKa.

6onbliaa [oNnd M3 06LIero uymcna HacneAcTBeHHbIX 60/b-
HbIX OyAeT onpeaensATbCs HOBbIMM MyTaumsmu»  [1983,
c. 55].

YCTaHOB/EHO, 4YTO HacneACTBEHHble 3ab60neBaHUA MO-
ryT WMeTb ayTOCOMHO-JOMWHAHTHbIA, ayTOCOMHO-peLec-
CUBHbI W CUEMMEHHbIA C MOMIOM TWMbl HAacnefoBaHUs.
PaccmoTpum mx nogpobHee.

AyYTOCOMHO-JOMHHaHTHbIe HacnefoBaHUsA

Mpn M3y4yeHWW POJOCNOBHbLIX, COCTABEHHbLIX AN HEKO-
TOpbIX 3ab0neBaHUl, MOXHO YCTaHOBUTb, 4TO 060M€3Hb
nepefaeTcs OT OAHOrO M3 poAUTEnei K AeTAM Ha MnpoTs-
YXEHWW HECKONbKMX MOKONeHuin. OgHMM M3 MepBbIX Hac-
NefICTBEHHbIX 3ab0neBaHWii YenoBeka, OMUCAHHBLIX B NUTe-
patype, ObiiM GpaxupgaktTuama  (KOpoTKMe  nanblbl),
CUHAAKTUAMA  (cpocluvecs nanblbl) W NOAWMGAKTUANA
(pnobaBouHble nanbubl) (puc. 14—16). 3TM NpPU3HAKK
UMEIOT ayTOCOMHO-JOMUHAHTHbIN XapakTep HacnefoBaHWs.
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Puc. 14. BpaxufakTuins y 4enoBeka.
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Puc. 15. PofocnoBHasi GOMbHOFO C CUMNAAKTUHEN.
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Puc. 16. PogocnoBHas 60MbHOr0 ¢ NONWAAKTUNMEN,



MpocneavM POJOCNOBHYIO, B KOTOPOWA MNOMMAAKTUINA
Habnoganacb B Tpex nokofeHuax (puc. 16). B nepsom
MOKOMEHUN Yy MaTepyu OblIn  JOMOMHMTENbHbIE NafbLbl.
MepBbli ee cbiH (IM-1) He MOAY4YMN aHOMaNbHOrO reHa,
M ero Jetm He cTpaganu 3Tmm 3abonesBaHuem. BTopoin xe
cbiH (M-2) un ero goe peteri (LW-4 n LW-5) wvmenn po-
NOMHUTENbHbIE Nafblbl.

Bpaxufaktnavw, CUHAAKTUAUKD U NOANLAKTUANIO
MOXXHO OOHapyXXWUTb YXe Npu pOXAeHUM pebeHka Mo Co-
OTBETCTBYIOLLEMY W3MEHEHWMIO (hanaHr nasabLeB PYK W HOr.
OTKNOHEHVA OT HOpPMblI B fJanmnoM CAy4yae He yrpoxawT
XU3HW 4efoBeKka, He [enaloT ero HemosIHOLEHHbIM uile-
HOM obuwiectBa. OfHaKo CylecTBYeT pajg APYruMx ayToCOM-
HO-LOMWHAHTHbIX MPU3HAKOB, XapaKTepu3ylwnxca 6ones-
HEHHbIMU MPOABAEHUAMMWN WAN AaXKe NeTanbHbIM UCXOA0M.

OueHb TsHKeNoW 60ne3Hbt0 ABNAETCA Xopes [aHTWHI-
TOHAa, KOTOpas HEMUHYEMO BbI3bIBAET CMEPTb HOCMTENS ee
reHa. 3Ta 6onesHb nopaxaet ntogeri nocne 30 net, TO
ecTb Korga y 60/MbHOrO, Kak npaswio, ecTb Aetu. Heob-
XOAMMO OTMETWUTb, YTO B Halleid cTpaHe xoped [aHTwnr-
TOHa NOKa He onwucaHa.

Ha puc. 17, 18 nokasaH BHeWHW BUL CTpagatoLyux
TaKMMW HacneACTBEHHbIMU 3ab60/IeBaHUAMU, KaK axongpo-
nnasms u mMukpounganms.

[ns MHOTMX W3BECTHbIX ayTOCOMHO-AOMWHAHTHbIX re-
HOB XapaKTepHa pa3Has CTerneHb WX BblpaKeHus. JT0 AB-
NeHne OTKPbITO reHeTukom H. B. TumodeeBbIM-PeCOBCKMM
N NOAy4YUno HasBaHWe 3KCMPeccUBHOCTU (CTeMeHb Bbipa-
XeHua) reHos. C ummeHem TumodeeBa-PecoBCKOro CBS-
3aHO W [pyroe OTKpbITUE —SABAEHWS MEHETPAHTNOCTK
(vacTtoTa nposBneHMs) reHoB. C 3TUX MNO3ULUIA BEpOAT-
HOCTb HacnefCTBEHHOro 3ab0feBaHUS OMNpejenseTca cTe-
MeHbIO BbIPAXKEHUA W 4acTOTOW NPOSABAEHUA NeTanbHbIX
MCXOJOB MO faHHOMY TreHy (Hanp., npu 100%-iA neHe-
TpaMTHOCTM 3(h(PeKT reHa MpoOsBASETCA Yy BCEX 0COGEeN, ero
umerWmx, npn 50%-n —TONbKO Y NOMOBUHBI). W noss-
nAeTcsa ONTUMUCTUYECKUIA MPOrHO3 —HE KaXAblil HOCK-
TeNb ayTOCOMHO-LOMWHAHTHbLIX TenoB 06sA3aTeNlbHO [0N1-
XeH 3aboneTb. MOATBEPXAEHNEM 3TOrO ABASETCA Clefyto-
Wnin npumep.

OKCNPECCUBHOCTHI0O M MEHETPAHTHOCTbIO TEHOB MOXHO
00bACHWTL nepefayvyy MO HACNeLCTBY ayTOCOMHO-AOMU-
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Puc. 17. [loMMHaHTHas Kap/IMKOBOCTb Yy 4enoBeka (axoHaponna-
3u9).

Puc. 18. NposiBneHMe AOMUMANTHON MyTauun MukKpouedanuu, cBs-
3aHHOIN co cnaboymuem.

HaHTHbIX TEeHOB, BbI3bIBAKOLWMX Yy 4acTu obnajaTeneid ux
Tsenenwmne saboneeaHusa (cm. puc. 17, 18).

M. B. BonkoseiMm u E. M. MeepcoH B 1973 roagy
OMMcaHo HacnefoBaHUe TAXKENOro ayTOCOMHO-AOMUHAHT-
HOro 3a60/1eBaHNA — HECOBEPLLEHHbIi OCTEOreHe3 —B 0f-
HOn cembe. BonesHb nposiBunacb y pebeHka. Ero pogute-
NN He ObIMM nopaxeHbl TakuM 3aboneBaHuem. Opfnako
nocne AeTanbHOro PEHTFEHOBCKOro 06cC/nefoBaHNa pPOACT-
BEHHUKOB (BblA€NIEHO BOCKIMLATENbHbIM 3HaKoM) cTano
ACHO, 4YTO JNleTa/lbHbI reH, 00ycnoBAuBalOWMA 60M1e3Hb,
nepegaetcs oT oTua (puc. 19), y KOTOporo, B OT/Muue
OT CblHa, NOAYYMBLUEr0 HacNeACTBEHHbIA AeeKT OT CBO-
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Puc. 19. PogocnoBHasi 60/bHOr0 C MecoBepLUenmnbiM OCTEOreHe3oM.

UX MNpeaKoB, 3TO Tshkeneiwee 3aboneBaHWe He MNPOSBU-
nocb. Takoe MOKoneHue, o6nagatoliee HepeasM30BaH-
HbIM NeTasbHbIM FEHOM, Ha3blBAeTCA MPOCKAKUBAIOLLMM.

AYTOCOMHO-PELIECCHBHbIE 3a60/1eBaHUS

Mpy ayTOCOMHO-pEeLEeCCUBHLIX 3a60/1eBaHMAX Y 340POBbIX
poguTeneid HeKOTOpPble [AeTWM OKasblBakTCA BOMbHbLIMU.
370 cBfA3aHO C TeM, 4YTO 06a POAWUTENs ABNAKOTCA HOCU-
TeNSAMW  aHOMA/SIbHOIO0  ayTOCOMMO-PeLeCCHBHOIO  reHa.
O6bIlYHO 3TOT reH o0603HauvaeTcsd OykBOM «a». C y4yeToM
nocnegHero reHoTun 60AbHOrO MO AaHHOMY TFEHY MOXHO
3anmcatb Kak aa, a ero poguteneil (Kaxporo) —kak Jla:

FeHoTunbl poauTenein

Matb Aa OTel, Aa
FeHoTuNbl peTell
Aa Aa aa
(3p0poBbIii) (3L0poBbIi, HO HOCUTENb aHo- (Bonbnoit)

MasibHOro reHa)

Kak BWAHO W3 CXeMbl, B MOTOMCTBE [ABYX reTepo3unroT
MOTyT ObiTb KakK 3[40poBble, TaKk U 60/MbHble AeTU. Cpeau
300pOBbIX TaKXe BCTpeyaroTCs reTeposvroTbl. Yalue Bce-
ro B cembe ObiBaeT fgBa pebeHka. CeMbu C ABYMSA AeTbMU
OT poAMTeNnei-reTeposnrotr MOXHO pas3feuTb Ha Tpu
rpynnel: 1 —HeT 00MbHbIX JeTeil  (Takne  caydvau
penku); 2—o6o0neH oAuvH pebeHOK; 3 —00nbHLI 06a
pebeHka.

OfHaKo y pOAUTenei-retepo3nroT, TaK e Kak K
y BCeEX, MOryT poxpgatbca 6au3Heubl. Ecnu nocnegHue

3 n. A. TapaceHko, . L. NywaHoBa 49



YacToTa BCTPeYaemMoCTU (EHWUIKETOHYPUU W TanakTo3eMuu Cpeau

Uucno obcnegoBaH- Yactota BCTpedaemo-

CrpaHa HbIX HOBOPOXAEHHbIX CTU  (HEHUNKETOHYpPUU

MonbLia 894 891 1 7782
YexocnoBakus 132 392 1 6618
ABCTpUA 666 383 1 12 340
LLisenuapusn 699 089 1 16 644
dpaHunA 1882 734 1 13715
PP 359 875 1 10935
IECTE 285 535 1 W 898
LLiseums 907 746 1 43 226
DUHAAHAMA 71 111 1 71111
AHrnusa 112 362 1 10215
WNpnaHgusa

3anagHble obnactu 325 935 1 5343

BOCTOYHbIE » 206 011 1 7924
CLUA 1408 425 1 13630
KaHapga 277 769 1. 39 681
Hosas 3enaHgus 381 536 1 18 168
ABCTpanus 353 458 1 9818
AnoHua 210 851 1 210851
M3pannb

eBpen allKeHasmn 180 000 1 180 000

Lpyrue eBpen, apabbl 320 000 1 8648

ofHosLEBble, TO 06a 6yayT nmM6o 60NbHbIMKU (FOMO3UTO-
Tbl), AM60 340POBbIMM (FeTEPO3NTOTHI UAM HE MMerLue
BOOOLLE aHOMa/IbLHOTO reHa). B cnyvae ke pasHOANLEBbIX
6/M3HELL0B OAWH M3 HUX MOXeT OblTb 340POBbIM, a ApY-
roii — 60nbHbIM.

Mo BHeWHeMY BUAY HeNb3s OTAUYUTL FETEPO3NToTy
N0 ayTOCOMHO-PEeLEeCCMBHOMY TEHY OT HOPMaJibHOTO WH-
ameupa. OfHaKo Ha OGMOXMMUYECKOM YPOBHE JeTasibHbll
reH 6yfy4m B reTepo3MroTHOM COCTOSHUM MPOSBNSET CBOe
pelicteme. Ecnm y romo3aurot (aa) ayTOCOMHO-pPELECCMB-
HbliAi reH 06YyCnoBiMBaeT MOSIHOE OTCYTCTBUE aKTUBHOCTU
Kakoro-nubo epmMeHTa W y WHAMBMAA C TakKMM TFEHOTU-
MOM [JMarHoCcTUpyeTcsa HacneAcTBeHHOoe 3abosieBaHue, TO
y retepo3uror (Aa) akTUMBHOCTb 3TOr0 (epmeHTa He
pocturaet 100% (Kak y HOpManbHbIX UHAUBMAOB (Aa)),
OfHAaKO W HacnefcTBeHHoe 3aboneBaHWe y HUX He Awar-
HocTupyeTca. [lpu TwaTenbHOM KAUMHWYECKOM o06cneso-
BaHWM Yy TeTEePO3NroT MOXHO 06HapyXuTb HebonbLine
OTK/IOHEHMNSA OT HOPMBbI.
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Ta6bnunuya 8
HOBOPOXAEHHbIX B pPasHbIX CTpaHax

Crpara Hul HOBOROWIERTL  MOGTA TanaKTbsomimm

MonbLia 307 947 1:12 317
YexocnoBakus 132 392 1:44 130
ABCTpUA 664 966 1:39 116
LLiseiiuapmsn 520 456 1 :65 057
Benbrus 106 511 1 :10 651
DPI

ceBepHble 06nacTn 119 024 1:29 756

3anafHble 300 355 1:42 883
LLiBeuunsa 907 746 1 :49 000
MpnaHunsa 144 842 1:482 188
CLUA 732 911 1:104 701
KaHaga 148 872 1:148 872
HoBasa 3enangusn 292 626 1:32514

OnncaHo MHOrO HacneAcTBEHHbIX 6o0ne3Heli ¢ ayTo-
COMHO-PeLIeCCUBHbIM XapaKTepoM (TMNOM) HacnefoBaHus,
O[lHAKO [aNeKko He AN BCEX W3 HUX W3BECTHO MecTo [e-
(hekTa B LENU XUMWUYECKMX MpeBpaLleHnid, NpoTeKatoLinx
B KJ/eTKe.

Cpegn ayTOCOMHO-PELLECCUBHBIX 3a00/1€BaHWUA CambIMK
pacnpocTpaHeHHbIMW ABAAKOTCA (PEHWIKETOHYPUA, ranak-
TO3eMMSA, LUCTUHYpWUSA, TNCTUAMHEMUA, 6onesHb Teid-
Cakca, Mykononucaxapngosbl, MyKOBMCUMAO03 ¥ gp. Hau-
6ofee Xopowo W3y4YeHbl (eHWNKeTOHypua ((heHnanupo-
BMHOrpagHas onurogpeHus) wu ranakrosemus (tabn. 8).

Bnepsble (eHuUnkeToHypusa onucaHa B 1934 roay
yUeHbIM-reHeTUKOM PennuHrom. 3Ta 60M1e3Hb XapakTepu-
3yeTca TAXKeNbIMU MOPaXEHUAMMN HEPBHOWN CUCTEMBbI U Bbl-
paxaetcsi B YMCTBEHHOI oTcTanoctu. Mo fgaHHbIM pas-
HbIX aBTOPOB, BO BCex CTpaHax mupa o 3 % HaceneHus
ABNAKOTCA YMCTBEHHO HEMOJSIHOLEHHbIMU. VI3BECTHO He-
CKONbKO COT HAaCNneACTBEHHbIX 00ne3Hei, COMpPOBOXAato-
WMXCA YMCTBEHHOW OTCTaNOCTbO UAN BeAyLUX K HEN.
OC06EHHOCTb (PEHWUNKETOHYpPUM B TOM, YTO OHa MPOSIBAS-
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eTCA Ha MepBOM rofy XW3HW pebeHKa W MeffeHHO npo-
rpeccmpyet. be3 paHO Hauatoro fedeHus 3to 3abonesa-
Hue fenaeT pebeHKa WMHBaAMAOM Ha BCH XWU3Hb, TaK Kak
BbI3blBaeT OTpaB/ieHMEe K/eTOK Mo3ra (MHTOKCUKauus
Mo3ra). PaHHee BbIfiBfleHUe (EHWUIKETOHYPUN BO3MOXHO
TO/IbKO METOOM MacCOBOr0 CKpuHMpoBaHua (o6cnepoBa-
HUA) HOBOPOX[AEHHbIX.

B Hawlel cTpaHe MaccoBblii CKPUHUHI HOBOPOXXAEHHbIX
nposoaunca snepsble B 1975 rogy K. [. KpacHonosnb-
ckoii B MockBe M JleHuHrpage. Ons (peHUNKeTOHypUn u3s-
BECTHO, 4YTO aMMHOKWCNOTa (heHunanaHuWH, MOcTynawoLlas
B OpraHuW3M C MOJIOKOM MaTepu WM [ETCKUM MUTaHUEM,
He MpeBpalyaeTcs B TMPO3UH (CMeayroLylo aMUHOKMCIOTY
B LENM aMWHOKWUCNOTHOINO OOMeHa) W3-3a HeAoCTaTOYHOINA
aKTUBHOCTW (hepMeHTa (eHunanaHUHrugpokcunasbl (Bce-
ro ot 0 go 5 % aktuBHoCTU Hopmbl) (puc. 20). YacTtoTa
BCTPEYaeMOCTU (EHWKETOHYPUM OKasanacb BbICOKON —
1:10 OO0 HOBOPOXAEHHbLIX, XOTA B OTHOCUTENbHbIX LN-
pax M ycTynana TaKoBOW/ psAfga CcTpaH (cm. Tabn. 8).

He ocTtaHaBnuBascb 60nee nofgpobHo Ha 3ToM 3abo-
NneBaHWMW, OTMETUM, NNLWb, YTO BCKapM/AWBaHWeM feTeil Ha
cneymanbHOl AueTe MOXHO MPeAoTBPaTUTb MHTOKCUMKaLWIO
Mo3ra M MocnegyoLyo MHBaIMAHOCTL W BbIPACTUTb HOP-
ManbHOro rpaxgaHumHa obuwectBa. OuyeHb BaXKHO, 4TOOBI
neyeHue 6bI0 HayaTo B nepBble [Ba MecsAua >KWU3HU
(n yem paHblue, Tem nyduwe). TOAbKO B 3TOM Cay4ae
OHO OyaeT adekTnBHbIM. C uyeM 3TO  CBfA3AHO?
M. [. ApPMCTPOHI ¥ [pyrve YyuyeHble-TeHeTUKM MOoKa3anu,
yTo y fAeTeid, 60MbHbIX (DEHWKETOHYPUEN, KONUYECTBO (he-
HUNanaHWHa B KPOBW M3MEHSETCA C BO3pacTOM —a UMEH-
HO: y [eTeil 4O Tpex /ieT ero MpuMepHO B 2 pasa BbllUe,
yeM y [JeTeil 6onee cTapluiero Bo3pacTa. BbigeneHue xe
(hEeHUNMUPOBMHOIPAJHON KUCNOTbI, OTPaBNSOLLEA MO3T,
NpPsAIMO KOPPenupyeT C KOIMYECTBOM (peHunanaHuHa. VHbl-
MW CfoBaMM, B MNepuoj HaubO/blIero HacblUeHUS KpoBK
(heHnnanaHnHom (B BO3pacTe ABYX-Tpex JfeT) npouc-
XOAUT Hambo/bllasd MHTOKCUKauMs MO3ra, M WMEHHO B
3TOM BO3pacTe pebGeHOK Hambonee OCTPO HYXAaeTcs B
NneyeHuu.

«JleyeHne» (PEHWUNKETOHYPMM Hayano MNpPOBOAWUTLCA B
page ctpaH ¢ 1957—1958 rogos. K HacTofwemy Bpeme-
HU W3 3TUX NIEYEHbIX [eTeil BbLIPOC/N YXE DKEHUXU u
HeBeCTbl. OfHaKO CMOBO «J/leYeHMe» B3STO B KaBblUKU He
CNyyaiHO, NOTOMY 4TO [e(eKT reHa He ucyes, He Wuc-
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npaBfeH, OH oOcTancd, HO 6OMbHOMY cO3fjaHa Takas nu-
WeBas cpeda, 4YTO reHy HET BO3MOXHOCTM MPOABUTHLCA,
peann3oBaTbCA, TO €CTb, Kak FOBOPAT FEHETWKW, BbIATH
Ha heHoTuMN.

PaccmoTpum cnyuvaid: KeHUX 3[0poB, Y Hero Het
cnaboymusi, OfHaKO TFeHbl B 06eMx maTpuuax oOcTalucb
roMo3uroTHbiMM —aa. OH  cobupaeTcqd  OpraHu3oBaTb
ceMblo. ECnm okaxeTcs,, UTO Y HeBEeCTbl HeT HW OJHOro
reHa, 00ycCnoBMMBalOLWEro MnosBaeHWe (EHUNKETOHYpUH,
TO BCe WX petn OyayT retepo3urotel (Aa) —TO ecTb
300poBbl. Ecnn ke OH nomwbuT [AeBYLIKY, FeTepo3vroT-
HYyl0 MO reHy qeHunketonypuu (Aa), 170 B 50% cny-
4aeB MOXHO 0XWAaTb POXAEHUS 60/bHOro pebeHka.

Tenepb pacCMOTPMM C/y4vald, KOrAa «BbljeHeHHas»
feByllKa CTana HeBeCTOM W cobupaeTcs BbIATU 3amyX.
ByfeTr nM KapTMHA aHanornyHon npegplaylwen? 3aecb
BCE OKas3anocb CNOXHee. «BblieyeHHas» [feBylIKa co6u-
paeTcs cTaTb MaTepbio. [eHeTuyeckuii JedekT ke Yy Hee
ocTanca. AMUHOKMCNOTa (DeHUNaNaHWH B MNOBbILEHHOW
KeHLUEHTpaunUn YXXe He MOXET MOBANATb HA ee MO3rOoBble
KNeTKn, ofHako OyaeT rybutenbno [eiicTBOBaTb Ha MO3-
roBOE BeLWleCTBO pebeHKa, Haxoaslwerocs B YTPOOGHOM
passuTUm.

KaponuH n CtneeHcoH B 1969 rogy onucanu TeyeHue
6epeMeHHOCTV Yy [BYX XXEHLMH, 60MbHbIX (EHWIKETOHY-
pveil. 26 6GepemMeHHOCTel Yy MaLUMEHTOK 3aKOHYUAUCH
16 cnoHTaHHbIMW abopTaMu B MepBble TpU MecsAua U
10 >XMBOPOX/AEHHbIMW [eTbMWU. YPOBeHb (PeHWUNanaumHa B
KpoBW feTeli Obin Bbllle, YeM B KpOBM MaTepu. >KuBO-
POXAEHHbIE [eTU WMeNu Chefyloline MOPOKN pasBUTKA:
MUKpoOLe(anuio, BPOXAEHHbIE MOPOKM cepaua, YMCT-
BEHHYO OTCTanoCcTb U ap.

Mo noruke, (eHWnanaHWH [JOMXKeH O6blTb B MNOBbI-
WEHHbIX KOHLEHTpauuax M Yy >KEHLWWH, FeTepo3nroTHbIX
M3-3a HEJOCTAaTOYHON AaKTUBHOCTW (epmeHTa. Meamkn-
reHeTMKN CTaiM UCKaTb XKEHLMH-TeTepo3nroT no geHun-
KeTOHypuM Cpean HaceneHus W Habnogatb 3a TeYeHUeM
bepemeHHoCTell y HuX. OKasanocb, 4Y4TO TOMbBKO y 6 u3
46 TaKMX >KEHLWMWH O6GepeMeHHOCTb W poabl MNpoTeKanm
HOPManbHO.

N3 cka3aHHOro SICHO, 4TO FeTepo3NroTHOE HOCUTENb-
CTBO reHa (hEHUIKETOHYpWM CO CTOPOHbI MaTepu, He ro-
BOpPA YXe O romo3urotHom (6onbHasg MaTb),—u4pe3sBbl-
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yailHO HebnaronpuATHOE SBMEHME A5 OEepeMEeHHOCTU U
pOZ0B.

HeckonbKo CnoB 0O TreHuanbHOCTWM W TanaHTte. [e-
HMaNbHOCTb, KaK W TanaHT 4enoBeka, SBNSAETCA pe3y/b-
TaTOM B3aMMOAENCTBUS TeHoTMna (CO BCEM KOMM/IEKCOM
€ro BPOXAEHHbIX [aHHbIX) W OKpyXatoled cpegbl. Co-
OTHOLUEHWE 3TUX [BYX CharaembiX ANS KaXAOro KOHK-
peTHOro npusHaka (CBOIWCTBA) pasHOe, Of4HAKO 06a OHW
B pasBUTUKN BbllleyKa3aHHbIX KayecTB HeobxoAuMbl. [pu
6naronpuaTHOM cpede W OTCYTCTBUM  Heob6XoAMMOro
KOMM/ieKca FEeHOB 3TWM KadecTBa He pas3oBbioTca. W, Ha-
npoTUB, MpU NpPeApacrnonoXeHHOCTU K TOMY WAN UHOMY
[lapoBaHWIO, He MOAKPENAeHHOW HeobXoAMMOW coumnanb-
HOlM cpenoi, pesynbTaT OyfgeT aHanoruyHbiM. OpHaKo,
Onunpasicb Ha fAaHHble COBPEMEHHOI HayKW, MOXHO KOH-
CTaTupoBaTb, YTO B FEHWMANbHOCTW Y4YEHOro, MO03Ta, nu-
catens, Xy4oXXHuUKa u T. 4. BKNaj reHotuna npeobnagaet.

Ho 3gecb HeT mecTa Ans neccummsma. Kaxpgblin 3po-
POBbIA 4enoBeK TanaHTAMB MO-CBOEMY W MNpeacTaBnseT
AN obulecTBa rpoMajHyr0 LEHHOCTb, U 3ajaya obLiecTsa
(v cembn) B TOM, YTOObI 3TO Ka4yeCTBO BbISIBUTb U Pa3BUTb.

CoBpemMeHHass TreHeTMKa [JoKasana, 4YTO YenoBeK fB-
nseTcAa NPofyKTOM 6uocouManbHbIM, a He «4UCTO COoLM-
afbHbIM», KaK YTBepXfann Knaccuku, u 4to ero 6umono-
rmyeckass KOMMNOHeHTa cocTaBnsetr okono 70 %, a Takue
BNACTHbIE WMHCTWMHKTbI, KakK pasMHOXEeHMe, camocoxpaHe-
Hue, 3a6oTa 0 notomcTBe U T. A.,—Bce 100 %.

["eHbl, cuenfieHHble C MOJIOBLIMU XPOMOCOMamK

K HacToflwemy BpemeHW K3BecTHO 6Gonee 200 reHos (go-
MMHAHTHbIX W PELECCUBHbIX), CLEMNEeHHbIX C X-XpOMO-
COMOWi, TO ecTb JIOKaNN30BaHHbIX B Hei. MHorme m3 Hux
06yCcnoBnMBalOT MOABMEHME HACMEACTBEHHbIX 60/1e3Hei
(remocunua, mblweyHas guctpodusa u gp.) (puc. 21).

Y OKeHWWH aHOManbHblli TeH MOXET HaxoAuTbCA B
ofHoi (reTeposurota) unuM obemx (romosurora) X-xpo-
MOcOMax, Yy MYXUYMH —TOMbKO B OfHOW X-XpOMOCOME.
Hanbonee wupoko pacnpocTpaHeHo 3aboneBaHue, o06yc-
NOBNEHHOE TEHOM, CLEnfieHHbIM € X-XpPOMOCOMOW U uMe-
IOWMM  PELLeCCUBHBIA  XapakTep HacnefoBaHUA, — remo-
(hunnua (HecsepTbiBaeMoCTb Kposu) (puc. 22). B paaH-
HOM Cfyyae reH MMeeT MNOJfiyNneTanbrnoe 3HauvyeHue, 4TO,
Kak npaswno, npmBoauWT K rubenn pebeHka B paHHeM
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Pac. 21. HacnegoBsa-

HWEe peLiecCMBHOrO re-

Ha MbIWeYHOl AUCTPO-

thumn [ioweHa, nokanm-

30BaHHOro B X-XpoMo-
coMme.

a —pOZIOC/OBHASA TPEX MOKONEHWI C MbILLEYHON AMCTpOgMell TonbKO cpe-
AN MYXXUMH, 6 —pOA0C/OBHAsA TPeX 60/bHbIX MalbUMKOB, UMELLUX OfHY
MaTb, HO fBYX OTLOB,

Bo3pacTe. Jlonroe Bpems cuMTanocb, 4T0 3TMM 3abone-
BaHWeM CTpajaltoT TOMIbKO MY>XUMHbl. OfHaKO OHO BCTpe-
yaeTCa M Y XXEHLWH, XOTA W KpaiHe peako, M 06ycnoB-
NEeHO HaIWyYneM aHOManbHbIX TFeHOB B 06enx X-XpoMmo-
comax.

PaccmMoTpuMM CcfiyYail — MmaTb 340poBa, OTel, 6o/eH re-
mothmnuein (puc. 23, a). WNx pgoyepu OyayT 340pOBbIMM,
TaKk Kak noayyatr Avwb 0fHY X-XpOMOCOMY C aHOMaib-
HbiM reHom (0T oTua). CblHOBbA TakXe OyAyT 340POBbI,
TaK Kak UM OT oTua nepeigetr Y-xpomocoma (6e3 aHo-
Ma/lbHOr0 reHa).

Mpn 60MbHOA MaTepu W 340POBOM OTUe, CUTyauus
uHas (puc. 23,6). B atom cnyvae wux podepu 6yayT
BCerja 3[40poBbl, CbIHOBbSl XX€ MOryT 6biTb U 6OMbHbIMK,
M 300POBbIMM B 3aBUCUMOCTW OT TOro, nepeiiger uam He
nepergeT K HUM OT MaTepu aHOMasibHbIW TeH.

TpeTuii  cnyyail —60nbHbIe M MaTb, W 0OTel
(puc. 23,B). 3pecb cTpagaloT 60/1€3HBIO U CbIHOBBA,
n podvepun. [llepBble 0653aTeNlbHO MOAyYaT aHOMaSbHYH
X-XpoMOCOMY OT MaTepu, a BTOpbIM 06f3aTeNbHO ne-
peigyT Mo OfHON aHOManbHOW X-XpOMOCOME OT OTua M
maTepu, a romMo3nroTHoCTb 00ycnoBuT 60Me3Hb. Kak yno-
MUWHaNoCh Bbllle, 3TOT CAy4vail BCTpeyaeTcs KpaiHe peako,
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Puc. 23. HacneposaHue reHa
remocunnm.

a—MaTb 340poBa, OTel, 6oneH

remopunnen; 6 —otel, 340pOB,

MaTb 60/bHa remoduaveid; B —
60MbHbIE U MaTb, U OTeL.

BonesHb MblweyHol auctpogum [iolweHa nopaxa-
€T ManbyMKoB B BO3pacTe OT 2 [0 6 NeT, HauyuHadaAcb ¢
aTpommn MblWL, TPYAHOW KNETKW M MOSCHUYHOW 06nacTu,
Mo3Ke OXBaTblBalOLLe MYCKYNaTtypy KOHeYHocTeil. 3710
3abofeBaHNe W3BECTHO [aBHO, OfHAKO TO/bKO B Mocnes-
HWe TOAbl Y4YeHble BbLIACHUAW MeXaHU3M [eACTBUA aHo-
ManbHOro reHa. BonesHb WMeeT peLecCUBHbIA TUM Ha-
CnefloBaHWA W reH N0Kanu3oBaH B X-Xpomocome. Bbin 06-
Hapy>XeH 6enoK, Ha3BaHHbIi AWCTPOMHOM, Ha A0/ KO-
Toporo npuxogutca 0,002 % obulero kKonuMyecTBa 6enka
B HOpPMa/bHbIX CKENETHbIX MblwLax. OTCYyTCTBME AMCTPO-
(hvHa y OO0NMbHbIX MbILIEYHOW [UCTPOGMEN Yy4YeHble CBS-
3bIBAOT C fe(eKTOM reHa. HecmoTps Ha Masble Konu-
yecTBa I3TOT GeNOK ABNAETCA BaXHbIM KOMMOHEHTOM Mbl-
LeYHOW TKaHW M OTCYTCTBME ero B MOC/eAHel MpUBOAWUT
K pacnagy MbiLL.

CuunTaetcsd, 4YTO AMUCTPO(MA UrpaeT OCHOBHYHO poOJib
B KOHTpO/ie Haj BHYTPeHHel CpeAoil MbILLEYHOW KIeTKH,
npefoTBpalias 6GeCKOHTPONbHOE MOBLILEHNE KOHLEHTpa-
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UMM Kanbums B Knetke. [Mpu HapyweHUU KanbLMeBoro
paBHOBeCUA aKTUBUPYeTCH (epMeHT ¢ochonmnasa A,
pacTBOPAOWMIA MbIWEYHbIE BOMOKHA. MblWLbl CKENeTa,
MbiTasiCb BOCCTAHOBWTb 3TO HapylleHWe, MojBepratoTcs
(hnbpo3y (npoueccy 3aTBepheBaHWs), KOTOPbIA U Hapy-
WaeT MbllWeYyHy QyHKuMo. $BneHne ¢ubposa noka
M3y4yeHO HefoCTaTOYHO. MMeeTcs runoTesa, 4To faxke Mpu
OTCYTCTBMM [UCTPOIMHA MbIWEYHbIE KNETKW MOMAN  Bbl
BOCCTaHaB/MBaTbCS, HO BTOpMYHas maTtonorus — uob-
po3 — NpenaTcTByeT 3ToMy. [locnegHee MoATBepXAaeTcs
TEM, YTO B OpraHuW3me W3BECTHbl MbllLbl, B KOTOPbIX
ANCTPO(MM OTCYTCTBYET, OfAHAKO AUCTPOPUM B HUX He
Habnofgaetca. B aTux cnyyasx, OYEBMAHO, MbIWLbl HE
nojsepratoTcs Quoposy.

naBa 4

HacnencTBEeHHOCTD, 60/1e3HU

bofiesHn c HacnegCTBEHHbIM MpeapacnoioKeHNem

Bbiwe Mbl paccmoTpenu rpynny HacneAcTBEHHbIX 3abo-
NEeBaHWiA, MPUYMHOWA KOTOPbIX fABNAETCA Hanuyme B re-
HOTMME Ye/oBEKA MYTAHTHbIX TEHOB, 00YCNOB/MBaKOLWMX
fJaHHble aedekTbl. OAHAaKO 3Ta rpynna OTKNOHEHWA He-
BENIMKa W COCTaBNseT NpUMepHO 6—8 % oT o6uiero yuc-
na 6one3Hein, KoTopbIMM CTpajaeT uenoBek. Hambonee
4acTo BCTpeuyaemble 60/1€3HUM — C HAcNeACTBEHHbIM Npej-
pacnonoxeHmem (90—92 %)* 370 caxapHblii AunabeT,
CepheyvHOo-cocyancTble M annepruyeckne  3abonesaHus,
aTepocknepos, fA3Ba >Xelygka W  [ABeHajLaTWMepCTHOW
KWW KW, pPeBMaTu3M, LWWMN30(PEHNs, BPOXAEHHbLIE MOPOKM
pasButua u gp. pu nepeynmcneHHbIX 60/Me3HAX K3 MO-
KONEHWA B MOKOMEHMe nepefjaeTcs MpeapacnofioXeH-
HOCTb K onpegeneHHOMY 3ab0/ieBaHuIo.

HacnegctBeHHble 3aboneBaHWs —OfHa W3 OCHOBHbIX
NMPUYMH  CMEPTU  HOBOPOXAEHHbIX. Hambonee uyacTbl
BPOXJEHHbIe aHOManuuW OMOPHO-ABWUraTe/IbHOr0 amnmnapa-
Ta, HEPBHOW W CcepAeyYHO-COCYAMCTON CUCTEM, BbiSiBNsie-
Mble B MepBbIA rof »usHu pedeHka (B CLUA B cpegHem
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y 3% petein). [Jo 1l4-neTHero Bo3pacTa BPOXAEH-
Hble aHoManMuM B pas3HbiX CTpaHax 3aHumaloT BTO-
poe unM TpeTbe MeCTO Cpean MPUUMH  LEeTCKON cmepT-
HOCTW.

MposiBNeHNe KOHKPETHOro 3aboneBaHWs 3aBUCUT He
TO/IbKO OT TeHOTWMa, HO M OT (DaKTOPOB BHELLHEW cpe-
Obl, B KOTOPOW HaxoguTcs 4venoBek. K nocnefgHMm OTHO-
CATCS MECTO MPOXMBAHUA — ropog uUnu ceno, 3afgbIMNeH-
HOCTb W 3ara3oBaHHOCTb BO34yXa, WYM; XapakTep nuTa-
HUS —4acToTa MpuMeMa nuwKM, ee pasHoobpasune, KayecT-
BO W KOMMYECTBO; XapaKTep [AeATe/IbHOCTM Ye/ioBeKa —
Hanps)XeHHasa (nerkas) yMCTBEHHad wWAu u3nyeckas,
npuHoOCAWas YLOBMETBOPeHWE, WM Bbi3blBalolas pasa-
paxeHue pabota. OgHU U3 3TUX (HaKTOPOB MOTyT CMoO-
cobcTBOBaTb NOABMEHUID 60/M€3HEA C  HACMeACTBEHHbLIM
npegpacnofnioxeHvem, Apyrue, HaobopoT, urpamT no oT-
HOLIEHMIO K HMM MpounakTU4eckyt ponb. Paccmatpu-
BaeMble 60/M1€3HU — NONNTEHHbIE, TO €CTb 00YCNOBNEHHbIE
HECKOMbKMMMW reHamu, 3abofieBaHMsA. 3TU TeHbl MOTyT
NpoABUTLCA U B TeTEpO3NTOTHOM COCTOSAHWMMW. W3yueHue
6onesHeil ¢ npeapacnonoXeHWem —oOAHa U3  aKTyasb-
HbIX 3afay COBPEMEHHOW reHeTWKW. JlokasaHo, Hanpu-
Mep, 4TO uwWemMu4yeckas 060Me3Hb cepfua BCTpeyaeTcs B
5 pa3 uvaule, a caxapHblii amabetr —B 10 pa3 uvauie cpeau
POACTBEHHMKOB 60OMBLHOIO, 4Y4eM B MONYyAAUUM B LIENOM.
lMoKa HeT MOMHbIX CBEAEHWU O XapakTepe reHeTU4ecKo-
ro BAUSIHUA Ha BCe 060M1E3HW C HACNeACTBEHHbIM Mpea-
pacnonoxeHveMm. OfAHaKo W3BECTHO, 4TO, Hanpumep, ca-
XapHbll anabeT —3aboneBaHWe TFEHETUYECKM TEeTEeporeH-
HO, TO eCTb pasHble JedeKTbl PasNUYHbIX FEHOB MOryT
06ycnoBAMBaTh KAMHUYECKYID KapTWHY AaHHOW 60M1e3Hu.
BblgenstoT  MHCYNMH3aBUCUMbIA,  HEUHCYINH3aBUCUMDbIL
W Apyrve Bufbl caxapHoro guabeta.

Y CTaHOBNEHO, YTO WMHCYNMH3aBMUCUMBbIA AnabeT xapak-
TepusyeTcs ayTOCOMHO-PELeCCUBHbIM TUMOM HacnejoBa-
HUSA, OLHAKO OH MPOABAAETCH TONbKO Y OfHON M3 [BYX
romMosuror. YactoTa BCTpeyaeMocTu 3TOro Buga pguabe-
Ta B nonynAuuuM BecbMa Befnka — 1: 7,6. HeWHcynuH-
3aBUCUMBI/  caxapHblli guabeT xapakTepusyetcs ayTo-
COMHO-4OMMWHAHTHbIM TWMOM HacflefoBaHWs, NpUYem Mo
HacneAcTBy nepegaeTcs /UWb  MPeApacnonoXeHHOCTb
K Hemy.

PaccmMoTpyM HekoTopble 60Me3HWM C HAacNefCTBEHHbIM
npeapacnonoXeHnem 6onee Noapo6HO.
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CaxapHblii fnabeT

CaxapHblii fnabeT — LUMPOKO pacnpocTpaHeHHoe 3aborne-
BaHMe. M0 gaHHbIM BCEMWPHON OpraHu3auum 34paBOOX-
paHeHns (BO3), B HacToswee Bpems caxapHbiM [Auabe-
Tom GonetoT 6onee 30 mMuNAMoHoB 4enoBek (0kono 4,5 %
HaceseHWs MPOMBbILIJIEHHO Pa3BMTbIX CTpaH) W, 6onee
TOro, HabnwpaeTcad TeHAEHLMA K YBENMYEHWIO 3TOr0 3a-
6onesaHms. MNpn caxapHOM Auabete B 6OMbLIE Mepe 4yem
npu Apyrmx 3abofeBaHMAX COXpaHeHWe 340pPOBbS 3aBU-
CUT OT obpasa XW3HW 4enoBeka. BONbHON U ero pPoAacT-
BEHHMKMN [O/MKHbI UMETb TMOMHYH OCBEAOM/IEHHOCTb O
cBoeli 60ne3HN, OCTPOTE TeYeHWA, BO3MOXHbLIX OCNOXHE-
HUSX, NIEYEHUUN, PEXUME MOBCELHEBHOM XU3HMW.

WccnegoBaHus nocnegHux net nokasanm, 4T0 caxap-
Hblli gnabeT —ayTOMMMYHHOe 3abo/seBaHue, TO ecTb OTIU-
yaeTcqd ayTOMMMYHHO peakuueid Ha COGCTBEHHble 6eTa-
KNeTKW, KOTOopble BbipabaTbiBalOT WMHCYAWH. AyTOaHTuTe-
na ypaeTcsi OOHapY>XWTb Yy NWL, NPeLPacrnofiOKEHHbIX K
AnabeTty, ewe 3a 7 NeT A0 NOSIBIEHUS CUMNTOMOB 60/e3-
HN. Takum o06pa3om, HalfeH paHHWIA Mapkep pfuabeta.
Ecnn BoBpems 6ygeT nocCTaBfeH AuarHo3, TO MNpPUMeEHe-
HUEM LMK/IOCNOPUHA, OCTaHaBMMBAKOLLEr0 ayTOMMMYHHYIO
peakuMilo B OpraHu3me, MOXHO He JOMYCTUTb BO3HWKHO-
BeHUs 6one3Hn. JleyeHue UWKAOCNOPUHOM TMO3BONWNMO
NPeKpaTUTb WHBEKLUMW WHCYNMHA B O4HOM Cly4yae Yy
25 % 60nbHbIX (M3 188), a B gpyrom —y 67 % (u3 40).

Ycnex fneyeHnss 6GONbHbIX CaxapHbIM AnabeTom BO
MHOrOM 3aBWCWUT OT BPEMEHM Hauvana nedeHus. Mo MHe-
HUID aMepUKaHCKMX Y4YeHbIX, 00/e3Hb MOXHO MpegoTBpa-
TWUTb, €C/IN €e NeYnTb C AEeTCKOro Bo3pacTa.

B 1988 rogy Ha cbesfe, OpraHM30BaHHOM aMepuKaH-
CKOIi accoumaumeii no M3y4yeHWto caxapHoro guabera, Obl-
NN [ONOXEHbl pe3ynibTaTbl, MOJyYeHHbIE B MNOCNeLHME
rogbl. K 3ToMy BpeMeHM Obino yCTaHOB/IEHO, 4TO B pas-
BUTUM 60ME3HN T[NaBHOE 3HavyeHWe WMeeT He reHeTuue-
CKWA, a BHEWHWNA (aKTop, ONpefensieMblii YCNOBUAMM
XU3HW U XapaKTepoM >KU3HELEeATeNIbHOCTU  YesloBeKa.
Y4yeHble CUMTAOT, 4YTO He MeHee 60 % 3aboneBaHWii ca-
XapHbIM AMabeToM, BK/IHOYAsA WHCY/MH3aBUCUMbIA, MOXHO
npegoTBpaTUTb. AMEPUKAHCKME TeHeTUKW MNpPULIAN K Bbl-
BOAY, 4YTO NPWYMHOI LIMPOKOr0 pacnpocTpaHeHUs B Mo-
CrefjHne Tofbl caxapHOro Avabeta cpean fAeTeln B BO3pac-
Te go 15 neT B ceBepo-BOCTOYHOW yacTu CbUA aBuanch
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narybHble U3MeHeHUA B cpefe 0OMTaHUS 4enoBeka B 3TOM
pervoHe. «BcnblWwKW» 60M€3HUM UMenu MecTo U B APYrux
cTpaHax. Tak, B [llonbwe B 1981 —1984 ropax 3abone-
BAEMOCTb AMabeToM cpean [eTeli HEKOTOPbIX pPainoHOB
CTpaHbl BO3pocna B 2 pasa. [lpuumHa 3TOro He Oblia
yCTaHOBMIEHa, HO YuYeHble MpegnonaratloT, 4TOo 60Me3Hb
nmena BUPYCHOe npoucxoxaeHve. OLHAKO W  BUPYCHI,
N [pyrve areHTbl CTUMYAUPYIOT pas3BuTue 60Me3HU Tam,
rae oHa 6bina npegonpegeneHa reHeTUYeCKH.

Cep/AeyHO-CocyAnCTble 3a60/1eBaHUA

CyliecTByeT MHEHWE, YTO Hac/leACTBEHHOCTb SBNAAETCA 0f-
HON M3 rnaBHbIX (ecnM He caMoW TFNaBHOW) MNPUYUH Bbl-
COKOV CMepTHOCTM npu 60Me3HAX cepaua WM COCYfAOB, Ha-
pyweHnax 06MeHa BeWEeCTB U [ApYrux 60Ne3HAX KPOBU.
MocnegHee nNOATBepXAaeTca TeM, 4TO cpeau OpaTbeB U
cectep /OAM C BPOXAEHHbLIMW  aHOManMAMKW  cepaua
BCTpevaroTcs B 4—6 pa3 valle, 4em B Monynaumm B Le-
noMm. YactoTa BpOXAEHHbIX aHOManuii cepaua cocTaBns-
et 6: 1000.

B nutepatype [MeTpocaH u pgp., 1971] onwucaHsbl
cemeliHble Cflyvyau BPOXAEHHbIX aHoManuii cepaua, Ha-
CnefyroLWmnxcs Mno ayTOCOMHO-AOMUHAHTHOMY Tuny. Ha-
CNefCTBEHHbIV XapakTep AOKasaH M ANnd CUMHAPOMOB, Xa-
PaKTEPM3YIOLLMXCA COYETAHMEM BPOXAEHHbIX  MOPOKOB
cepgua C aHOManuMAMWU KOCTHOW CUCTeMbl  (CMHAPOMBI
Xonbta —OMmapa, Jibtouca, CTEHO3 aopTbl C rUMepkab-
LemMuein, BPOXAEHHbIA MNOPOK Cepaula C CUHAAKTenuem
U A4p.). YCTaHOBNEHO, YTO Y O6OMbHbLIX C XPOMOCOMHbIMU
OTK/IOHEHUSIMN BPOXAEHHble aHoManuu cepgua, o6ycnos-
NEeHHble HapyLleHWem 4yucna XpoMOCcOM, COCTaBAAKT Npwu-
mepHo 1:200.

B cBfi3n C BPOXAEHHBIMU CEPAEYHO-COCYAMCTbIMU 3a-
6oneBaHMAMM Hanbonee uHTepeceH cuHgpom Llepelues-
ckoro —TepHepa (nonosble xpomocombl X0). Knaccu-
YyeCcKWii TUN 3TOr0 CMHAPOMA COMPOBOXAAETCA KaopTa-
uMeii aopTbl, HEpesko HabnwgaeTcad W CTEHO3 fIErOYHON
aptepun. LIMTOreHeTUYeCKMMMN MeTofamu MoKasaHo, uTO
CYW,EeCTBYeT MHOr0 BUAOB cuHApoma LllepewweBckoro —
TepHepa, CBfA3aHHbLIX C MO3aMuu3amMoM Xpomocom. B >xen-
CKOM OpraHu3Me COAepXMWTCA pas3noe KONU4YecTBO KNETOK
C HOpMa/nbHbIM HabopoMm MOMOBbIX XpomocoM (XX), uTo
onpeaenseT 60/blUIYIO Bapuauuto B KAWHUYECKON KapTu-
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He 3Toro 3ab60/ieBaHUA — OT ABHO BbIPAXEHHOr0 CUHAPO-
Ma A0 MOYTM HOPMasNbHOrO0 COCTOAHMSA, XOTA B MOC/e[-
HEM C/lyyae >KEHLWMWHbl 4YacTo WMeKT HU3KMIA  pocT,
a B Nepuof MNOMOBOr0 CO3PeBaHUSA Y HUX BbIABNATCA U
3HAOKPUHHbIE paccTpoiicTBa. B. . 3dpommcoH [1965]
CcynMTaeT HeoOXOAMMBLIM NPOBOAWUTL TLAaTENbHbIA aHanus
XPOMOCOM Yy BCEX >KEHLWMH HW3KOro pocTta C 3HLOKPWUH-
HbIMW paccTpoiicTBaMMu.

Mopoku ceppua HabnwogawTcs W NpU  aHOMaNMAX
aytocom. Tpucomum B n E B 100 % cny4yaeB COMPOBOX-
[AlTCA MHOXECTBEHHLIMW TMOPOKamMn Ccepaua M COCyfo0B
N 0COGEHHO 4acTo AedpeKTOM Neperopofok cepaua.

YCTaHOBNEHO, 4TO 40 60 % 60MbHbIX C aHOMaIUAMM
B 21-i1 xpomocome (60nesHb [layHa) WMeEKT BPOXAEH-
Hbli nopok cepgua. B 1971 rogy B 57 % Takux 601bHbIX
BbifiB/IeHbl CTPYKTYpPHble HapylleHus u B 16-ii xpomoco-
me. bosee TwatenbHble WCCNeAOBaHUA AMOHCKUX Yy4e-
HbIX 22 [eTeil C BPOXAEHHbIMW MopokaMu cepaua y 9
N3 HUX BbISBUAX aHOManuu B 16-ii xpomocome. lMpu uc-
Nosb30BaHMN  METOAMKM  AuddepeHLnanbHOn  OKpackm
XPOMOCOM BbISIBfIEHO, YTO XapakKTep W pacrosoXeHue mno-
NnoC cneunuyHbl, 4YTO [aeT BO3MOXHOCTb [A/15 KaXAoMl
napbl pasnuunutb (M BbIABUTL) XPOMOCOMbI B MNpegenax
KaX[on rpynnel.

B 1973 rogy Hauyatbl paboTbl MO W3YYEHUIO CBA3U
BPOXAEHHbIX CEepAeYHO-COCYHCTLIX 3aboneBaHuii C BO3-
pacTom poguTeneii. OKasanocb, 4YTO 4YacToTa aHoOManwuii
yBe/IMYMBAeTCA C BO3PacToM MaTepu W MOPAAKOBbLIM HO-
MepoM pofoB. Kpome TOro, Ana Kaxgoro Tuna MopoKoB
cepaua HabnwopaeTcs YBENMYEHME BO3pacTa poauTenei.

Annepruyeckume 3aboneBaHusA

3a nocnegHue rofbl NMOYTU BO BCEX CTpaHax Mupa OTMe-
YEH 3HAYMTENbHbLIA POCT  annepruyecknx 3aboneBaHui.
CraTtucTuka nokasbliBaeT, 4YTO Ha fJOMK0 3TUX 3abone.a-
HUA npuxogutcs 6onee 10%. MpuumHamm X pocTa §B-
NAKTCA MPYMEHEHWE NPUBMBOK, BCe BO3pPacTalOLWWii KOH-
TaKT fofeil B 6bITYy M Ha MPOM3BOACTBE C XUMUYECKUMU
BelLecTBaMM, B TOM YucCne PocT MoTpebneHns NeKapCcTBEH-
HbIX MpenapaTos.

BrnepBble TEPMUH «anfeprus» BBeAeH B MeAULMHY B
1906 rogy. OH npoucxoguT w3 [ABYX C/OB: «anioc» —
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OPYroii, NHOW W «eprusin— feincTeme, peakuuns. WHbIMK
CnoBaMun, anneprus —ato MHas, HeobblyHas, peakums op-
raHM3Ma Ha areHTbl Pa3/IMYHOr0 MPOUCXOXKAEHNA — an-
nepreHbl. AnnepreHbl, B CBOK O4Yepedb —3TO BeLLeCTBa,
CMOCO6Hble MPOHWKATb B OPraHMW3M W Bbi3blBaTb W3MeEHe-
HUA B ero 06MeHHbIX (YHKUMAX. Bce annepreHbl fensrcs
Ha 9K30-W 3HJoannepreHbl (Mnu aytoannepredslt). [ep-
Bble NonajalT B OpraHuW3Mm W3BHe, BTOpble 06pasyloTcs B
caMom opraHmsaMe. Kaxgblii aniepreH MOXEeT cofepXatb
OT OfHOr0 A0 HEeCKOMbKMX aHTUIeHOB A (aHTWUIeHbl —4y-
XepofHble OpraHM4yeckue COEAMHEHUS MNPEUMYLLECTBEHHO
c 60/MbWON MOMEKYNAPHOM Maccoil). Kak yCTaHOBNEHO,
MHOrMe NpPOCTble XMMWYecKne BeuiecTBa (Bpom, mofg, Xop
M Op.) W CNOXHble COeAMHEHUs HebGEenNKOBOM NpupoAbl Mpu
nonagaHum B OpraHW3M MOTyT BbI3blBaTb annepruto. Op-
HaKoO 3TW BeLLecTBa CTAHOBATCA aHTUreHamu (annepre-
HaMW) TONbKO MOCMe COeAMHEHMA C OenkamMu TKaHel op-
raHmsma.

B ocHoBe anneprmyeckux 3aboneBaHWii nexar UMMy-
HOMOTNYECKMNE MEXaHW3Mbl, TO €CTb OTK/IOHEHMS 3aTparu-
BAlOT CUCTEMY WMMYHUTETa. TEePMUH «UMMYHUTET» MHO-
MM yXe 3HakoM B CBfi3W C pacnpocTpaHeHuWem B
nocnefHue rofgbl BMPYCHOro 3abofieBaHMs, NOpaXKatoLiero
MMYHHYI CUCTEMY M MOKa He MOAAAKLLErocs NeYeHUo,—
cuHApoma npuobpeTeHHOro uMmyHogedhuumta (CNNA),
Ha3blBaeMOro BUPYCOM MMMYyHogedpuunTa Yenoseka (BNY).

K uucny annepruyeckux 3abonesaHuii 0THOCATCA GPOH-
XManbHas acTMa, NoanHo3 (anneprus K nbiible pacTe-
HWIA), annepruyeckuin KOHTaKTHbI AepmaTuT, feKapcT-
BEHHbIE anfeprum n ap. Y u4enoBeka Mo HacneacTsy ne-
pefaeTcsa MNpeapacnofoXeHHOCTb K annepruu Boobuie, HO
He K ee KOHKpeTHoW opme. [ BbISCHEHUSA MeXaHW3-
MOB, BbI3blBalOLMX KakKoe-nnbo annepruyeckoe 3abonesa-
Hue, a Takxe N8 oTpaboTkM CrnocoboB ero fieYeHUs npeg-
NPWHATBLI MOMNbITKA 0O6HAPYXWUTb WAN BbI3BaTb TaKOE XXe
3aboneBaHVe y XWBOTHbIX. [pynne amepuKaHCKUX yue-
HbIX YyAanocb HalTW y Mblleid gBa reHa, 06ycnosnvBaro-
WMX Yy HUX pasBUTWE acTMbl. ITW TeHbl MOryT BbI3BaTb
rMnepyYyBCTBUTENbHOCTb  OPOHXOB  (MOBLILIEHHYD  BGPOH-
XWanbHY PEakTUBHOCTL), UYTO ABMAETCA OCHOBHbIM (ak-
TOPOM B pa3BUTUM acTmbl. V3yyeHue cemeld, B KOTOpbIX
acTMa fB/ISETCA Hac/neAcTBeHHOW 60ne3Hblo, Nokasano mno-
BblLIEHHYIO BGPOHXMaNbHYIO akTUBHOCTb fJaXKe Yy Tex uje-
HOB CEMbM, KOTOPble He CTpafaldT acTMOW. A 3TO 3HAYMT,
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4YTO Yy HUX MMEETCA reHeTUYeckuin daktop. OamH K3 re-
HOB, OGHApPY>XeHHbI y MbllWeld, HacnegyeTcs Kak peLec-
CUBHbI (hakTOp, M ANA TOro, 4Ytobbl pasBuiach MNOBbILLEH-
Has OGpOHXManbHasi PeakTWBHOCTb, MOTOMCTBO [O/KHO Ha-
cnefoBaTb AeEKTHbIA reH oT 06oux poaunTenei. Y yeno-
BEKa MoKa TaKMX FeHOB He 0OHapy)XeHo.

Fpynne y4yeHbIX Yy[anocb BbIAENUTb N3 KOPMOBOIO
pacTeHMs pairpac reH, KOTOpblii BblpabaTbiBaeT MepeHo-
CUMBbI/ NbINbLOW GENOK, BbI3blBAKOLWMIA CEHHYIO Nuxopaj-
Ky (nonnnHos). BepoATHO, cnefylowum 3Tanom ucciefo-
BaHW OyAeT co3daHWe C MOMOLLbIO 3TOr0 FeHa CUHTETM-
yeckmx nentmaoB (6enKoB) C LENbH MCMOMb30BaHMA UX B
KauyecTBe [MArHOCTUYECKUX W ne4vebHbIX cpefcts. KoHeu-
Has Uenb 3TUX paboT — co3faHMe BaKUWH MPOTUB CEHHOW
NNX0opagKn 1 acTmbl.

JlekapcTtBeHHaa anneprna. K HacTodAlWEMY BpPEeMEHMU
KO/IMYECTBO /IEKApCTBEHHbLIX MNpenapaTtoB BO3POCA0 [0
400 TbiC. HaMMeHOBaHWi. (B 3TON CBSA3M KCTaTW HaNoM-
HWTb, 4YTO 6e3BpefHbIX ANS OpraHuW3ma npenapaTtoB HeT.)

JlekapCcTBeHHas anneprusi —oanH K3 MNOBOYHBbIX 3-
(heKTOB geicTBus nekapcTsB. [o3aTomMy ANA MPOPUNAKTUKK
NeKapcTBEHHON anneprum pekKOMeHAYeTCH He MPUMEHATb
NeKapCTBeHHble Mnpenapatbl 6e3  HasHayeHWs  Bpaua,
M CBOEBPEMEHHO co06LaTb Bpady O npenapaTax, Bbl3blBalo-
WMx y Bac annepruto. [pM Hanuuum BOCMANUTENbHbIX
MPOLLECCOB Ha KOXEe BOKPYr MecTa WHbeKLMi HeobXxoaumo
obpaTuTbCs K Bpayy, TaK KaK YKasaHHbIii Mpu3HaK Mo-
XET CNYXWUTb MNepBbIM CUTHANOM K OTMEHe NPUMEHEHUS
npenapara.

Muuwesada anneprusa. PasBuTve NULWEBOW annepruu
006YCNOB/IEHO MOBbIWEHHON MPOHULLAEMOCTbLIO  KULLIEYHO-
nevyeHo4YHoro 6apbepa 414 MULWEBLIX aHTUIEHOB, YTO NpU-
BOAMT K BCACbIBAHWUIKO HE TMONHOCTLIO PACLLENIEHHOTO
(rmgponnsoBaHHOro) 6enka MNULLEBbIX MPOAYKTOB. Beay-
WA annepronor Hawei cTpaHbl B. A. A0 C COTpPyAHU-
Kamn [1982] cumTatoT, YTO MPUUMHONA LUMPOKOro pacnpo-
CTPaHeHWS NULLEBOI anneprum 4acto SBAAETCA M3ObITOK
noTpe6nseMblX MPOAYKTOB, a TaKXe MPWMEHEHWE B Mu-
eBOM MPOMBILIJIEHHOCTM KpacuTenei W KOHCEPBaHTOB,
a B Ce/IbCKOM XO03ANCTBE — XMMUYECKUX YA06peHuii n ag0-
XUMUKATOB.

[lo nocnegHero BpeMeHW nuieBas anfeprus npuse-
Kana BHUMMaHWe nefuaTpoB, TaK Kak B [AETCKOM BO3pacTe
OTMeYyaeTcs MOBbILEHHAA MPOHULAEMOCTb KULIEYHO-Neye-
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HOYHOro Gapbepa NS MULLEBLIX aHTUFEHOB. Y B3POC/bIX
nuweBas anneprus MpoTekaeT 4acTo B 3aMacKMPOBaHHOIA
(hopme, MMUTUPYS XPOHMYeCKne 3aboneBaHUs pasHbIX
OpraHos.

MuieByo annepruo MOryT BbI3biBaTb MH06Oble NPOAYK-
Tbl MUTaHUS, HO Hambonee 4acTo —caMble pacnpocTpa-
HEHHble B [aHHOW MecTHOCTW. [Mpu gaHHOM 3aboneBaHWUK
MOryT HabntofatbCAd MPU3HaKM MOPaXeHWs MNULLEBOro
TpakTa (MONMOCTM pTa, MNWLLEBOAR, >XeNyakKa, KulleyHuka
M TONCTOW KULWIKWK). ANnepruyeckme CUMATOMbI MOFYT MO-
ABUTHCSH W BHE MULLEBAPUTENIbHON CUCTEMbI — MOBbILLIEHMWE
TemnepaTypbl Tena, KpanuBHMLA, pas3/inyHble OTeKW, ro-
nosHaa 60nb, 03HO6, NMxopagka n ap.

f3BeHHass 60/1e3Hb

V3BECTHO, 4YTO BO3HWKHOBEHME U XapakKTep TeYeHUs 13-
BEHHOW 60/1€3HN BO MHOrOM 3aBWCAT OT TOFO, HACKO/bKO
BHUMATENIbHO 4YenoBeK OTHOCMTCS K CBOEMY 3[40pOBbtO,
co6MfaeT peXMm MUTaHWUS, BO3LEPXKMBAETCA OT BPEAHbIX
NPMBbIYEK, TakKMX KakK KypeHue, Mpuem ankoronsa u ap.
HecobntogeHne 3aTMX YCTAHOBOK, M B MepPBY ovepedb He-
PerynspHoe W HekayecTBEHHOE MUTaHWe, 4acTo SIBASETCH
MPUYMHO BO3HWKHOBEHWSA A3BEHHON 60ne3HN, 0COB6EHHO
B MofiogoM Bo3pacTe. Cpean Bpaueil ObiTyeT gaxke TaKoi
TEPMUH, KaK «CTyfleHYecKas f3Ba», TO eCTb C/yyan pas-
BUTUS A3BEHHOWN 60ME3HM Cpean yuvawuxcs, nuTatoLmxcs
HeperynspHo, BCYXOMATKY, OT Clyyas K ciyyato.

OfHako MNpW OfMHAKOBbIX COMYTCTBYHOLWMX MPUUNHAX
A3BEHHOe 3abofeBaHMe pa3BMBAETCA He Y BCEX, a TO/bKO
Yy He3HauuTeNnbHOW 4actu nuy. CnefosaTtesnbno, CyLllecTBY-
0T N0an, NOABEPXEHHbIE 3TOMN 60/1€3HN B BGOMbLUEA WK
MeHblein cTeneHn. B 1936 rogy COBETCKME Y4eHble
A. E. NleeuH n 6. A. Kauyp, npoaHanusnpoBaB 60/bLUON
maTepuan, BnepBble 06paTWAM BHMMaHMe Ha TO, 4YTO B
ceMbaX 60MbHbIX $I3BEHHON 60/M€3HbI0 MOCNefHAs BCTpe-
yaeTcA 3HAYMTENbHO Yalle, YeM B CEMbSAX 340POBbLIX /tO-
Jeii. 3TOT (hakT, HEOAHOKPATHO NOATBEPXAEHHbI B MNO-
CneayloWmx WcCcNefoBaHMAX W MOMYYMBLUMIA Ha3BaHWe
«CeMeiHoe HakomnjeHve» N3BEHHON 60/71e3HM, MOXeT ObiTb
CBA3aH C OMNPEeAEeNeHHON TeHeTUYECKON OOLHOCTLI0 poj-
CTBEHHWKOB, B pe3y/bTaTe Yero HEKOTOpble 4nenbl Cemeil
60/bHbIX 3TOM 60M1E3HBI0 HACNeAyHT reHeTudeckue Gak-
TOpbl, MpefgpacnofaralouiMe K pasBuTUIO 3a60/1eBaHUS.
Kasanocb 6bl, HE WCKAYEHO M TO, YTO «CeEMeiHOe Ha-
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KONJeHMe» MOXeT TakXe OnpefensaTbCsi XapakKTepHbIMU
BHYTPUCEMENHBLIMU (haKTopamu, Cnoco6CTBYIOWMUMN pPa3Bu-
TUIO A3BEHHOW 60/e3HM: Tpaguuusamu 6biTa, MUTaHWS,
BPeAHbIMW MpMBbIYKAMW W T. A. YUeHble He OTBepratoT
Takoil BO3MOXHOCTWU. OfHako f3BeHHas 60/e3Hb ropasgo
yauie pasBMBaeTCAa Yy MU, Y KOTOPbIX YXK€ C HHOLIECKOro
(a wHOrga M c Jetckoro) Bo3pacTa OTMevalTCs onpege-
NeHHble OTKNOHEHUSA B (DYHKLMOHWPOBAHUM >Keny[04HO-
KULWEYHOro TpakTa (B 4YacTHOCTW, MOBbLILIEHHOE BblAene-
HMe XenyaoyHoro coka). MNocnefHee MOXET ObiTb CBfi3a-
HO C BPOXAEHHbIM YBENNYEHHbIM KOANYECTBOM KETOK
B CNU3MCTON 060/104Ke >Kenyfaka, KOTOpble BblAeNAlT Co-
NAHYH KWUCNOTY W [pyrne KOMMOHEHTbl XXeNnyAo4yHoro co-
Ka. CyllecTBeHHa W Takafd 3aKOHOMEPHOCTb: B CeMbAX,
rge OTMevaeTcsi HECKONbKO CriyyaeB S3BEHHON 60ne3HM,
nocfnefHAas MNpoTeKaeT, KakK npaBwuio, 6onee TAXeENO,
a POACTBEHHMKM Yalle BCero CTpajarT OfHOW U TOR Xe
thopmoii 3aboneBaHMA —A3BEHHOW 6onesHbld nnMbo ABe-
HafLaTUMNEPCTHON KULIKK, B0 Xenyaka.

Mo pesynbTaTaM WCCNeaoBaHWiA, BbIMOMIHEHHbLIX B WH-
CTUTYTE MeAWMUMHCKOA reHeTukn AMH CCCP, gons Ha-
CNeLCTBEHHbIX (AaKTOPOB B PasBUTUM $3BEHHON 60/1e3HU
cocTtaBnseT okono 60 %, a couuanbHbIX (HaKTOPOB — OKO-
no 40 %. HeobxoAMMO OTMETUTb, UYTO Y4YeHbIMU He Noj-
TBEPXXAEHO CYyLLEeCTBOBaBLLUEE paHee MHeHWe 0 TOM, 4TO
MpakTMYyeckn BO BCEX CAy4yasaxX WMeeT MeCTO «npamas»
nepejaya A3BeHHOW 60ME3HM M3 MOKOMEHWS B MOKOMIEHMUE,
KaK 3TO OTMe4aeTcs Mpu HEKOTPbIX APYFMX FEeHeTUYECKUX
3ab0neBaHmnAX.

Bce BblleCcKa3aHHOe OTHOCUTCA K TaK Ha3blBaeMOMY
thopmanbHOMY 3Tany B WCTOPUW TEHETUKWU S3BEHHOW 60-
nesHn. HoBblil 3Tan, XapakTepu3ymoLWNiica NOUCKOM KOHK-
PETHbIX TeHeTUYecKUx (HakTopoB, npegpacnonarakoLmx
K [aHHOMYy 3abofneBaHWIO, Hayancs C HeoXWhaHHOro OoT-
KpbITHA.

B 1954 rogy 6bln0 OGHapyXeHO, YTO cpeau 60MbHbIX
S3BEHHOW 60Ne3HbLI0 MO CPaBHEHWIO CO 340POBbLIMU NHOAb-
MW 607blUe NNL, C MEPBO FPYnnoin KpoBwu. ITO ABNEHME,
nonyymsllee HasBaHWe accoumaumm (CBA3M)  A3BEHHOM
60M1e3HM C NepBoOli rpynnoi KpoBw, cpasy MPUBEKIO BHU-
MaHue YYeHbIX pasHbiXx cTpaH. [locnegoBano 6onbluoe
YWCNO MWCCNefoBaHWiA, HanpaBfieHHbIX Ha BblAB/EHWE MNo-
[O6HbIX CBA3e f3BeHHON 60Ne3HW C APYrumu reHeTuue-
CKUMW npu3Hakamu. MHoOrve n3 3TMX MOUCKOB YBEH4Yannchb
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ycnexom. Tak, B 1956 rogy 6bina HailgeHa CBA3b SI3BEH-
HOI 60Me.3MM C TeHETUYECKUM MPU3HAKOM «HECEKpeTop» —
OTCYTCTBMEM BbIJE/IEHUA B CAKOHY W XKENyAOoUHbIA COK
onpefeneHHbIX aHTUreHos. B panbHelilwem y4yeHble 06Ha-
PYXXWUAN Koppenauuu A3BeHHOW 60Me3HU C FeHeTUUYECKUMU
npv3Hakamu, onpefensoWwmMMmn rpynny M OMoxnMuyeckne
CBOWCTBA KPOBMU.

B uem >xe 6M0N0OrMyecknii CMbIC/ BbISIBIEHHbIX KOppe-
NAUMIA A3BEHHOW 60ME3HU C reHeTUYeckuMM akTopaMm?
Ha aToT cueT 6bl10 MPeAnOXeHO MHOro runoTes, OAHAKO
HA OfHAa M3 HMX TaK W He fana MNoJHOr0 O6BACHEeHUA
[JAHHOMY YAWBUTENIbBHOMY (heHOMeHY. TeM He MeHee CTano
SCHO, YTO HacneACTBEHHOCTb NPV SI3BEHHOW 60ne3Hu, aein-
CTBWUTE/IbHO, WrpaeT OMpefeneHHY0 pofb. YuyeHble pac-
CYXJanu Tak: ecnn KakoW-TO FeHeTUYeCKuidi MpusHak uva-
e BCTpeyaeTcs cpean 6ONbHbIX SA3BEHHOW 60M1€3HBI MO
CPaBHEHWMIO CO 3[0POBbIMM, HO HabnwgaeTcs He Yy BCeX
60NbHbIX, @ TOMAbKO Y 4acTu (NycTb WHOrA4a W He3Hauun-
TeNbHOI), CnefoBaTeNbHO, HanMuyMe 3TOr0 Mpu3Haka elle
He obpekaeT 4yenoBeka Ha 3aboneBaHWe, a NWWb Npefd-
pacrnonaraeT K HeMmy, TO ecTb MOBbIAET PUCK Pa3BUTMSA
A3BEHHOWA 60/71€3HN MO CPaBHEHUID C TemMu JOLbMU, KTO
3TUM NpU3HaKOM He o6nagaet. Tak 6bi10 chopmynMpoBsa-
HO M BBefEHO B MeAULMHCKYID NPakTUKY MNOHATUE «(dak-
TOp pUCKa», HanMyme KOTOPOro y 4esoBeka MOBbIWAeT
BEPOSATHOCTb Pas3BUTUSA Yy HEro Toli WAM WHOW 60/1e3HM.

MonyyeHHble [faHHble O «(aKTopax puUcka» WMEKT
60MblIOe 3HauYeHMe [ANA NPOrHo3upoBaHWs 3abofeBaemo-
ctn. CreunanbHbIMKW pacyeTaMu MOKasaHo, 4TO Yy 1wl
c I1—IV rpynnamu KpoBuM MO CpaBHEHWW C ob6nagatens-
my | rpynnbl ¢akTop pucka Bo3pacTaeT Ha 10%, a Ha-
ANuMe y 4YenoBeka MpM3HaKa «HECEKpPeTop» MNOBblLaeT
puck 3abonesaHus Ha 60 %-e lMpu codveTaHUU 3TUX ABYX
FEHETMYECKMX MPU3HAKOB «()aKTOp puUcka» Bo3pacTaeT
yxe B 2,25 pa3a. [laHnble 0 CTeNeHW PUCKa MOXHO MOAy-
UNTb W MO HAIMUMIO APYrUX NPU3HAKOB, CBSA3aHHbLIX C A3-
BeHHOIi 60/1€e3nbI0.

MpakTuyeckas LEHHOCTb TaKoro nogxofa 3akntouvaercs
B BO3MOXHOCTU NpouiakTMyeckoro obcnefosaHnsa 60/b-
LLIOro KOAu4ecTBa 340POBbLIX /I0feA ANA BbiABNEHUSA Cpeau
HUX TeX, Y KOro, no AaHHbIM Takoro ob6cnefoBaHWUs, PUCK
pasBUTUA A3BEHHOW 60ME3HN OKaXKETCA MOBbILIEHHbIM.
ITNX NnL, OTHOCALMXCA K TaK HasblBaemol rpynne pucka
No A3BEHHOW 60/e3HW, YBeJOMAT 0 pesynbTaTax o6cne-
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JOBaHMA LN NOBLIWEHWA MX BHUMaHWUA K peXxumy, opra-
HU3aLMM NUTaHUS U Apyrum (akTopam U CTaBAT Ha cre-
LUnanbHbI JUCNaHCepHbIA yyeT NS NpoBefeHUs npodu-
NaKTUYeCcKMX OCMOTPOB.

MepBuYyHas npogmnakTuka 3abonesaHus SBNAeTCA OC-
HOBHOI 3ajavell 3gpaBooXpaHeHus. Takas e Lenb CTOWUT
W nepes MeSULUHCKOW TeHeTUKOW, [LOCTUXEHUS KOTOPOW
yXKe CerofHs Mno3BONSKT MNOAOATWM K PeLleHuto 3Toi npo-
6nembl. Tak, B WHCTUTYTE MeAMLMHCKON reHeTukn AMH
CCCP cosgaHa nporpamma no MpOrHO3MpoBaHWIO pasBu-
TUSA A3BEHHOI 60ne3HM, C MOMOLLbID KOTOPOW MOsiBNSETCS
BO3MOXHOCTb 0T60pa (Hanpumep, npu npogocmoTpax)
ANL C MOBbILEHHLIM PUCKOM Pa3BMTUA 3aboneBaHus.

NTak, B HacToswee BPeMS MOXHO C YBEPEHHOCTHHO
yTBEPXAaTb, UTO YCMNEXW MeAWMLMUHCKON TeHeTWKW Omnpo-
BEpratoT OblTOBaBLUEe paHee MHeHMe O fKO0Obl (haTanbHOW
ponn HacneiCTBEHHOCTW, O TOM, 4YTO Ye/l0BeK, MMELuii
aHoOManbHble (UM TOMbKO npefpacnonararolime K 3abo-
NeBaHWIO) TeHbl, bGeccuneH nepeq 6o0ne3HAMU. [lokasaHo
HeocrnopyMmMo, 4YTO TeHeTUYeckne (aKTOpbl puUCKa faneko
He B KaXAOM Cfiyyae BbI3blBalOT 3aboneBaHme. W 3pecb
C Uenblo npodunakTukn 3aboneBaHnsa 6GOMblIOE 3HAYEHUE
4N 4YenoBeKa WMENT MNpaBUMbHbLIA PEXWM MWUTaHUS, OT-
Ka3 OT BpefHbIX NPUBLIYEK, COOMIOAEHNE peXxuMma Tpyda u
oTAbIXa, (M3NYecKoe 3akanmeaHue. MHOIOYUC/IEHHbIE
npumepbl CBMAETENbCTBYHOT, 4YTO MpWU YCNOBWM MpPaBUfib-
HOro nogxofja 4esoBeka K OXpaHe COOGCTBEHHOrO 340POBbS
JaXe HanpsOKeHHbIA (PU3MYECKUA NN YMCTBEHHBIA Tpyq
He NPMBOAUT K pasBMTUIO 3aboneBaHuA.

MuTaHne n 601e3HN

To, 4TO NuUTaHWe ABASETCA OAHUM U3 BaXKHENLWUX YyCno-
BUN [JNs COXpaHeHus 340pOBbsA, [0KasblBaTb, BWAWMMO,
HUKOMY He Hafo. OHO BbINOAHAET ABe 3afjayn: 1—cHab-
XEeHUsA opraHuM3Ma 3HepPreTUYeCKUM W CTPOMUTENbHbIM Ma-
Tepnasom Ang MNOCTOAHHOTO OBHOBNEHUS K/eTOoK; 2 —Bbl-
paboTKM rOPMOHOB, (PEPMEHTOB W nNnasmbl Kposu. [NuTa-
HWe ABMAETCA NPaBUNbHbIM B TOM Cflyyae, ecfii no Konu-
4ecTBY ¥ COCTaBy OHO YyJOB/ETBOPSET 3TW MOTPEBGHOCTU Op-
raHusma. A nocnegHuve OnNpepenaloTcs Tem, 4YTo Ha 1 Kr
Maccbl 4efioBeKa B CyTKM Heobxogum 1 r cbanaHcmpo-
BaHHOro 6enka. C6anaHCMpPOBAHHOCTb, B CBOK O4epesp,
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XapaKTepusyeTcs Hainymem He3aMeHWMbIX aMUHOKMUCNOT
B notpe6nsemom 6enke. CopepxxaHue 6enka, Hanpumep,
B pasHbiX copTax msica Konebnetcd B npegenax 15—20 %.
UTo6bl 4YenoBeKy Maccoii 80 Kr 4yBCTBOBaTb cebs huano-
NIOTMYECKN 3[40pPOBbIM, EMY HE06X04MMO NoTpebnsTh B CyT-
kn 400 r maca (80X5). K aTomy, KOHe4HO, Heo6X0AMMO
006aBMTb OKONMO 1 Kr oBOLLEA M PPYKTOB.

O TOM, MHOro nu Bbl egnte MAM Mano, MOXXHO CyAWUTb
no Bawei macce. CylecTByeT HECKOAbKO (opmMyn ans
pacyeTa onTumanbHOlA Maccbl Tena. Tak, no bpoky, macca
Tena (kr) = poct (cm) — 100—8 % (8 % OT nony4veHHON
BMnepean pasHocTK); no bepHrapay, macca Tena (Kr)=

M% T.
b g el 30bITOK Macchl, Kak

npaBwuio, CBUAETENbCTBYET O HenpaBUIbHOM MpoLecce
obmeHa BewecTs. OfHAaKO Ha nocnefHee MOXET YKa3bl-
BaTb W HOpManbHas Macca. VIHbIMW cnoBamu, [N Npo-
(hMNaKTUKN 340POBbA NPeAnoYTUTENIbHO MMETb Maccy, He-
MHOFO MeHbLUY HOpManbHOi. HeobxoanMO MOMHMWTb, 4TO
KaX[oe nepeeflaHve BpeauT 3[40pPOBbIO U COKpalwaet
XW3Hb.

JInwHAa macca Bbi3blBaeT cleaytowme HeraTuBHble AB-
neHns: 1—neperpysky Ha opraHbl KpoBOOGpaleHus wu3-
8a Heob6X0AMMOCTM MOCTOSIHHO CHabXaTb 60MblIOE KOMN-
4YeCTBO TKaHel Tena; 2 —MOBbIWEHME pacxofa 3Hepruu
npu [LBWXKEHUW; 3 —Neperpysky OpraHoB [biXaHUs U3-3a
MOBbILIEHHOW NOTPe6HOCTM OpraHM3mMa B KUCIOpPOAe, 4TO
BeLET K YMEHbLUEHUIO XXM3HEHHOW eMKOCTW nerkux; 4 —
CMeLleHMe auadparmbl KBEPXY XXWPOBbIMW CAOSMW B 006-
NnacTM >KMBOTA, 00YCNOBAMBAlOLLEe BbLICOKOE AaBrenne,
CK/IOHHOCTb K WH(APKTY, MOpaXeHWe CepaevHOW MbILLb,
BapMKO3HOE paclUMpeHne BeH, AblXaTeslbHYl HeaocTaTou-
HOCTb W ApYrue HeraTUBHble MPOSBIEHUS; 5 —M3MNWLIOK
CTaTMYECKYH HarpysKy Ha CKEeNeTHYH CUCTEMY, 4TO Mo-
BbILLAeT MPeApacnosioXeHHOCTb K M3MEHEHUSM B CyCTaBax
KOHEYHOCTEN 1 B NO3BOHOYHMKE.

MpeapacnonoXeHHOCTb K OXWPEHUIO WUMeeT Hacnej-
CTBEHHbI XapakTep. B cembsx, rge oba poguTtens MMmerT
HOpMa/bHYl0 Maccy, Tobko y 9 % peTeil macca npeBbl-
WaeT HOpManbHyk. B cembax e, rge oguH wnm oba po-
anTens TydHbl, OT 60 fo 80 % [feTeil UMEKOT OXMpPEHME.

OpfHaKo W3BECTHO, YTO MOMWMO HAaCMeLCTBEHHOrO npej-
PacnonoXeHUs K TYYHOCTW ele MHOrvMe (hakTopbl MpOBO-
LUMPYIOT BO3HWKHOBEHME OXMUpeHUA. Taknmu GakTopamm
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MOryT OblTb MepeefaHne, MasoNOABMXKHbLIA 06pa3 XU3HMW,
MH(EKUNA W WHTOKCUMKAUMA, nopaxeHWe LeHTpanbHOl
HepBHOW cucTembl 1 Ap. Mpu 3TOM nepeefaHue sABaseTcs
MPUYMNHOWA OXMPEHUA Homep OfAuH, n 60—80 % 60/bHbIX
CTpagaloT TYYHOCTbO WMEHHO Wu3-3a Hero [LUypbirmH n
ap., 1980].

OXupeHne CTUMYNMPYeT pas3BUTME B OpraHuW3Me Takumx
3a60M€BaHUN, KakK TWMEepPTOHUS, aTepoCK/Iep0o3, CaxapHbli
OnabeT, UMppO3 MeYeHW, >KeNYyHO-KameHHas 6one3nb, mne-
YeHOYHO-KaMeHHass 60M1e3Hb M Ap. 3TM 3aboneBaHWUs Be-
OYT K COKpaLLeHWUI0 XMW3HW OONbHLIX B MOXWIOM BO3pacTe
Ha 10—12 ner.

HeobX0auMO OTMETUTb, YTO MYXKUUHbI U IKEHLUHbI
MMEKT pasHble TOYKM 3PEHUA Ha CBOK Maccy. Tak, XKeH-
WMHbl Yale MYXUYUH CTPEMATCA MOXYAeTb, AaXe ecin ux
mMacca HopmanbHa. CpeAcTBOM MOXYAEHWUS MYXUYUHbLI B OC-
HOBHOM M36MpaloT (PU3MYECKME YMPAXKHEHUS, a XKEeHLiu-
Hbl — MeTy, KoTopas ABASETCS rNaBHbIM (aKTOpOM puc-
Ka B OTHOLUEHWW Pa3BUTMS HEAYroB, CBSA3AHHbLIX C Henpa-
BM/IbHbIM MUTAHNEM.

CoBepLleHHO Heob60CHOBAaHHO, KOrja U3 AWeTbl WCKIH-
4alTCA XWPbl. YCTAHOBMEHO, YTO HEAOCTaTOYHOE NOCTYM-
NeHWe Xupa C Nuuleid BegeT K 0CNabMeHUI0 UMMYHHbIX
CBOICTB opraHusma. Bonee Toro, B 3KcnepuMmeHTax C Wuc-
MoMb30BaHNEM Ky/NbTypbl PaKOBbIX KETOK MOMOYHON XKe-
nesbl Mblleli NOKa3aHO, YTO MOMMHEHACbILWeHHbIe KUCO0-
Tbl — INHO/IEBAA, raMMa-IMHOMEeBaAs W apxuioHueBas —
061agatoT CBOWCTBOM y6MBaThb pakoBble KieTKu. B ombiTax
Ha MblllaxX MOKa3aHo, YTO 3aliMTHbIM 3ddeKkToM ob6nagaet
U CNBOYHOE Macno.

B passutun oXxupeHus 6GONbLIOE 3HAYeHWe KMeeT Ka-
YeCTBEHHbI cocTaB nuweBoro 6enka. OTcyTcTBME B no-
CNnefHeM ONTUManbHbIX COOTHOLUIEHWIA He3aMEHWMbIX aMu-
HOKMCNOT CNOCOOCTBYET YBE/IMYEHUID KOMWYEeCTBa Xupa
B OpraHuM3ame, 4To, B CBOK OuYepefb, BefeT K W3NULLIHENR
macce.

HebnaronpuaTHo fna opraHusma u HegoegaHue. llo-
cnefHee BO3HMWKaeT He TOMbKO WK3-3a OTCYTCTBMA NULLW,
HO 1 BCMeACTBME APYrMX MPUYMH: 04HO06pasuna MWW, Ha-
PYLEHHOr0 nNULLEeBapeHns, WCKYCCTBEHHOrO Bbl3blBaHUS
PBOTbI NOCME eflbl, YaCTO WM3-3a «TONOAHLIX» AWET, NpuMme-
HeHus cpasy nocne efdbl CnabuTenbHbIX W MOYErOHHbIX
cpencTB. HepoepaHue, Tak >XXe Kak W nepeefaHue, Bbl3bl-
BaeT HapyweHune (YHKUMOHANbHOW AeATeNbHOCTU OThEeNb-

HbIX OpPraHOB M OpraHu3mMa B LIENOM.
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MHorux, HaBepHoe, MopasAT cfoBa [unnokpara: «Ye-
NOBEK POXJaeTcs 340pOBbIM, BCe 00M€3HM NPUXOAAT
K Hemy uepe3 poT C MpoAaykKTamu nnTaHusa». B kKomne-
TEHTHOCTW 3TOr0 Bpaya, a CnefoBaTe/IbHO, U BEPHOCTU ero
CYX[EHUs COMHeBaTbCA He npuxogmtcsa. [MoaTomy opra-
HU3aLusa NpaBUNbHOrO MNNTaHUS — ANS KaKAOro 4esoBeka
oflHa M3 rnaBHbIX 3agady. OAHaKo 3TO 0CO6bLI BOMPOC M
ocobas Tema, BbIXOAAWaAs 3a nMpegenbl [faHHOW ny6-
nmkauuu,

MoBpexaeHne 3MbpuoHa B nepuoj GepeMeHHOCTH

MepHo4 BbIHAWIMBAHWA Nofa — KpaiiHe OTBETCTBEHHOE
BpemMa ANn8 (OpPMUMPOBaHWA 340POBOr0 OpraHuW3ma MNnoTOM-
CTBa. YCTaHOBNEHO, 4TOo M3 4,5 % pgeTeil, pPOAMBLLUXCS
HenofHoueHHbIMK, 1,0—15 % wMmeT OTK/IOHEHWUHA, BbI3-
BaHHble OTHIOAb He aHOManuaMWu B reHax. lMpuymHa Tpa-
reauy BAECb B TOM, YTO Mambl B CWAY PasMyHbIX MpU-
YMH —He3HaHWsl, HW3KOM KyNbTypbl, MPUBEPXKEHHOCTU
BPeAHbIM MPMBbIYKAM — Helafgsdwe OTHOCATCA B MNepuoj
6epeMeHHOCTM K Oyayllemy pebeHKy. IMOPUOH 4acTo no-
BpexJaeTcs NeKapCcTBamu, WCMONb3yeMbIMU MaTepblo 6e3
BpayebHOro Hagsopa. WHGeKUMoHHble 3aboneBaHUA BWU-
PYCHOW npupofbl (KenTyxa-renaTuT, Bupyc [epneca-300c-
Tep W Ap.), NepeHeceHHble 6GEepemMEeHHON >KeHLMHONi, Ao-
BOJIbHO 4acTO NPUBOAAT K POXAEHWIO pebeHKa C pasiny-
HbIMW OTK/IOHEHUSMMN.

Ha Becb Mup npo3Byvanu akTbl NpuMeHeHns B de-
AepatuBHoi Pecny6nvMke [epmMaHWW HENPOBEPEHHbIX Ha
HacneACTBEHHOCTL fliekapcTB (Hanpumep, obesbonuBatolLe-
ro npenapara Tanaugomuga), npuBeflINe K POXAEHUIO
OKONo 6 Tbicsy pgeTeil-nHBanMAoB (6e3 pyK, HOF W C Apy-
rmmmn usmyeckummn Hegoctatkamu). Mo Tpe6oBaHuo 06-
LLLEeCTBEHHOCTWN 3TW AeTu cobpaHbl B roCyAapCTBEHHbIE eT-*
CKMe [OMa WHBANWAOB, rAe WX NbITAIOTCA Hay4YuTb 3fne-
MeHTapHbIM HaBblKaM yxofa 3a CO60iA.

Henb3a BabbiBaTb, 4YTO B TeYEHMEe [eBATU MecALeB
6epeMeHHOCTM, KOrja W3 [BYX TMOMOBbIX KJ/IETOK BO3HU-
KaeT U dopmupyeTtca pebeHOK, NPOUCXOAAT Thicaum (ge-
CATKM TbICAY) XMMUYECKUX peakumnii, «paboTaloT» MHO-
rme reHbl, 06pasyloTcs pasfinuHble pepMeHTbl. [osBeHue
B 3TO Bpems B OpraHM3Me MaTepu ankorons, HWKOTWHA,
NeKapcTBEHHbIX NpenapaToB WM BUPYCHbIX WHGEKL NI
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MOXKeT MPMBECTM K MOBPeXAEHWIO naoja W chenatb pe-
6eHKa Ha BCHO XXW3Hb 60/MbHLIM, a CeEMbe, BMeCTO PafoCcTMy,
MPUHECTW Tpareauio.

Bo3bmeM, Hanpumep, camoe, Kasanocb 6bl, «6e306mA-
Hoe», 4acTo ynoTpebnsiemMoe O6O0MbLWMHCTBOM HaceneHus,
NEKapCTBO — acnupuH. 3TOT npenapaT CpPaBHWUTENbHO [faB-
HO BHeApeH B MEAWLMHCKYK MPaKTUKY W Hawen B Hei
LIMPOKOE MpPUMEHEHWE, OAHaKO MexaHW3M ero fAeicTeus
CTall W3BECTEH TOMbKO B MOCAeAHME TOfbl. YCTaHOBMEHO,
4YTO acnMpuH (CUHOHMUM — aLeTUACaNMLKUIoBas KUCNOTA)
nopaxaeT /IErOYHYI0O W MEYEHOUHYK TKaHu Yy 3M6puoHa
[0 Tpex MecsiueB. CTeneHb 3TOM0 NOPaXKEHUS 3aBUCUT OT
XapakTepa NWTaHWsA MaTepu: Ha (hOHe YrneBOAHON AMeTbl
nopaxeHue 6yfAeT CU/bHbIM, Ha ()OHe BbICOKOOENKOBOW —
ropasgo MeHbLUWM.

B Kaxpgoli cemMbe MMeeTCA [OMallHAS anTeyka, U o
Bbl30Ba Bpaya JIOLM YAcTO MPUMEHAIOT NeKapcTBa camu.
OpHako and 6epeMeHHOl >KEHLMHbI TaKas CaMOCTOSTEfb-
HOCTb KpailHe onacHa. PelwleHne 0 TOM, Kakoe fieKapcTBo
MOXHO TMNPWMEHSTb B [JaHHOM Cry4yae, MOXET MPUHATb
TO/IbKO Bpay, 3HAKOLWMA MeXaHU3Mbl AeACTBMA Pas3fIMUHbIX
npenapatoB. TONbKO Bpay MOCOBETYeT UM MPaBU/bHYIO
AneTy.

OnacHbl Ana 6yaywmx HOBOPOXKAEHHbLIX W BUPYCHblE
3abonesaHnsa, ynomsaHyTble Bbliwe. 3 100 >XeHWwWH, nog-
BEPXXEHHbIX B MNepBble TpU Mecsila OGepeMeHHOCTM faei-
CTBUIO BUMpYyCa >Xentyxu-renatuta, 3—5 % poxawT fJe-
Teil, MOPaXKEHHbIX MUKpouedanmein (ManeHbKas rofioBa).
BHewHe mukpouehanukm MUMeloT NpU3Haky MOAHbIX UAKNO-
TOB M He noagalTcs B 3TOM MNaHe  KaKoi-nmb6o
KoppeKLmu.

[Opyroii, kasanocb 6bl, 6e306MaHbIA BUpyC [epneca-
300CTep, nopaxasa 6epeMeHHbIX >XeHWMWH, B 3—4 % cny-
yaeB BbI3bIBaeT MOBPEeXAeHMEe Mnoja, AenaeT Oyayliero
yenoBeka MHBanMAoOM. B nepuop 6GepemeHHocTW 6yayluas
MaTb LO/DKHA [AyMmaTb 0340p0Bbe He TONIbKO CBOEro pebeH-
Ka, HO 1 ByAylWMX BHYKOB. HamomMHWMM, 4TO mepBoe pefyk-
LUMOHHOE fefneHne B Melio3e (0bpa3oBaHME MOMOBbLIX Kie-
TOK) MPOMCXOAUT Yy YenoBeka B TO BpeMs, KOrja OH elle
HaxoguTca B yTpobe MaTepwu.

MuTaHne 6yaywmMx maTepelii [0MKHO OblTb pPasHOO0O6-
pasHbIM, COAepXaTb HeobXxoAumble KonuyecTBa OENKOB,
BUTaMWUHOB, MWHepanbHbIX coneil. [lpu HegocTaTke mno-
CNeAHUX BO3MOXHbI Pa3finyHble HapyleHWs B pPasBUTUN
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amb6puoHa. [lMMuTasicb B nepuof (opmupoBaHuUs pebeHka
HeMnpaBUAbHO, HEMOHOLEHHO, XXEHLLMHA HAHOCUT emy He-
nonpaBMMbIin BpeA. pu OCTPOil HeAOCTaTOMHOCTU WAN U3-
ObITKE KaKoro-nmbo BellecTBa BO3MOXHO pPOXAEHUE pe-
6eHKa C BUAUMBIMA WAN CKPbITbIMKW  (NPOSBASIOWMMUCS
B Pas3/IMYHbIX YC/IOBUSX Cpefbl) aHOManuaMKU pasBUTKSA.

3akaHuMBas paccMaTpuBaTb BWAbl OTSATOLLEHHOCTEN
HOBOPOX/AEHHbIX, BbI3BAHHbIX XPOMOCOMHbIMMW, TEHHbLIMU
(MaTpUUHbLIMK) U «CpefoBbIMU» (aKTOpPamMu, HeoBXo4MMO
OTMETUTb, YTO 3[4eCb YMOMSAHYTbl TWUMbl U cAyyan, Haubo-
Nee XapaKTepHble Aas MHOMMX WHAYCTPUaNbHO Pa3BUTLIX
CTpaH C [OCTaTOYHO XOPOLIO MOCTaBMIEHHOW CTaTUCTMYe-
CKOM cny>60ii.

ANKOToflb U BPOXAEHHblE aHOManuu

C [aBHUX MOp M3BECTHO, YTO aNKOrONbHble HANMUTKW OKa-
3blBalOT narybHoe BAMAHME Ha NOTOMCTBO. B nocnegHwue
fBa [ecATUNeTUS WHTEpec K rFeHeTUYecKMM acnekTam af-
KOronnsma 3HauymTeslbHO BO3POC, M 0OBLACHAETCS 3TO TeM,
yTo noTpebneHne ankorons B MuUpe BCe 6OMblue pac-
MPOCTPaHseTCA CPean MOJIOAEXU U 0COBEHHO XKEHLLWH.

UT0o >Xe HeobXoAMMO 3HaTb KaXAOMY O AeicTBUM an-
KOroNs Ha ero OpraHu3mM M 0 BO3MOXHbIX MOCNeACTBUAX
6Toro AencTBmsa Ha rpsgyuime NOKONeHns?

Ceiliyac TBepfO YCTaHOB/IEHO, 4TO B 00LWEel monynsauuu
Yye/NOBEKA BCTPEYAOTCA 3HAYUTeNbHble WHAWBUAYaNbHbIE
pasnuunMs B peakuuMu ankorons Ha opraHusm. OfHU MH-
OVBUAYYMbl  He CMoco6Hbl nepepabartbiBaTb  anKorofb,
a Jpyrve, HanpoTus, MOryT W fJaxe B 00MblIMX [03aX.
OcHOBY TakKoro pasnuumsa obecrneymBaeT Nokyc (610K re-
HOB), o06pasylowmnii  (GepmMeHT anKoronbAernaporeHasy.
VIHbIMK crnoBamu, pa3niMyHas peakumsa nofeii Ha noTpeo-
NeHNe ankorona ONpefensieTcs reHeTUYeckn. Y HeKoTo-
pbIX flOgel 3TOT /IOKYC OTCYTCTBYET, M OHU He MOryT
NPMHUMATb JaXe MWHUMaNbHOro KOJM4yecTBa afkorons,
NUCYNCNAEMOTO eAUHULAMW TPaMMOB.

[lokasaHO, 4TO ankoronb W NPOAYKTbl ero pacnaga
(aueTanbgerng) HapylwawT CUHTe3 6enka Ha ypoBHe 06-
pasoBaHMa PHK (TpaHcKpunuum) ©n Ha YpoOBHe C6OpKMK
6enka Ha Mmatpuue PHK (TpaHcnauwum). W3BecTHO Tak-
Xe, 4To ankorofib U ero mMetabonuTbl faxe B HE6O/bLINX
[03aX MOryT HapylwaTb LenoCTHOCTb XPOMOCOM, TO €eCTb
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BbI3blBaTb XPOMOCOMHbIE MEPECTPOMKW, a 3HAYMT, U ypoa-
CTBa B NOTOMCTBE.

ANKOronbHblE HAMUTKK B TOM UX pa3Hoobpasuu, B KO-
TOPOM OHW WMEKTCH B HacToflilee BpeMmsd, crefyeTr pac-
CMaTpuBaTb KaK C/IOXKHble CMecW, KOMMOHEeHTaMu KOTOo-
pbiX, MOMUMO 3TaHONa, ABAAKTCA pasfnyHble CAUPTHI,
anbgernabl U 3upbl, Kyga BXOLAT CUBYLUHble Macfia wu
Apyrve opraHu4yeckme W HeopraHuWYyeckue BeLLecTBa, CMo-
COOHble TakXXe OTpULATENbHO BAMATbL Ha OOMeH BeLLecTB
B OpraHu3Me.

YnoTtpebneHne ankorons 6GepeMeHHbIMU >KEHLMHAMU
MMeeT O0COBEHHO TsXKenble MOCNeACTBUA — MepTBOPOXAe-
HWA, HeLOHOLEeHHOCTb, rubenb fAeTeil B NepBble Hedenu
XXU3HW, pas3finyHble BPOXAEHHbIE YPOACTBA UM TXKenble,
3a4acTylo HeobpaTumble, BHYTPUYTPOOHbIE MOPaXKEHMUS
LeHTpanbHON HepBHON cucTeMbl (pasHble (OpPMbI  anKo-
ronbHOn amb6puonatum). ANKOrofib —BaXKHeWLW A TepaTo-
reHHbll  (NoBpexgawowuii) dakTop, AeicTByOWNA na
naog4 v NpsMbIM, U KOCBEHHbIM MYTAMMU.

Tsxenble (OPMbl  3MOPUOHANBHOrO  «anKOro/bHOMO
cuHapoma» BcTpedyatoTcst B CLLUA ¢ vactoToii oT 1 Ha 880
f0 1 Ha 2400 HOBOpOXAeHHbIX. KnuHuyeckas KapTuHa
3TOr0 CMHApOMa onpefensieTcs runoTpogmen, YepenHo-nm-
LeBbIMM AedopMauuamMn, COMaTUYECKUMKU YPOACTBaMMU, MO-
BPEXAEHUAMM MO3ra, BK/OYas HapyLIeHUs MCMXOMOTOop-
HOTO W WHTENNEKTYanbnoro passutus. Cnefyetr OTMETUTB,
4UTO He y BCeX AeTeil ¢ 3MO6PUMOHaNbHbIM «@nKOro/bHbIM
CUHAPOMOM» pa3BMBaeTCA MNOSHas KapTWHa 060/1e3Hu, TO
eCTb He BCe MNepeyncfieHHble OTK/OHEHUS MOryT BCTpe-
yaTtbCA y OfHOro pebeHka. MHOrouMcieHHble nuTepaTyp-
Hble JaHHble N0 PAAY CTpaH CBUAETENbCTBYIOT Yalle BCe-
ro 0 HapyweHuu 06Liero pasBuUTUA, YMEHbLIEHUW MAcChbl
HOBOPOXAEHHbIX, W3MEHEHWAX B HEPBHOW cucTeme W
YXYAWEHUN YMCTBEHHOrO pas3BuTuA fetel. Ho rnaeHas
TAXKECTb 3MOPUOHANILHOIO «anKOroAbHOr0 CUMHAPOMa» Jio-
XUTCA Ha NCUXWMKY W WUHTENNeKTyallbHOE pa3BuUTHe.

Cygabba geteil ¢ TSHXKENbIM «anKOro/lbHbIM CUHAPOMOM>»
3aBWCUT rNaBHbIM 06pa3oM OT CTereHu MOopaXeHWs Heps-
HOW CUCTEMbI. YUYeHble OTMeYaloT, 4To 60nee vem y 50 %
60MbHbIX HabnogaeTca 3afepXKa NCUXOMOTOPHOrO0 pasBu-
TWA HE3aBUCMMO OT YCNOBWIA, B KOTOPbIX OHU >XXMBYT B
petcTBe. BaXHO TakXe 3amMeTWUTb, UYTO WHTEHCUBHOCTb
«a/IKOr0/IbHOF0 CUHAPOMAa» 3aBMCUT OT [03bl aJKOrofs,
ynoTpe6aseMoro mMarepbio B TeyeHMe MepBbiX MecsueB be-
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PEMEHHOCTU, OT KOHLEHTpauuMnm B MaTEPUHCKON KPOBU
3TWNOBOrO0 CNWpPTa U OT CTaguu ankoronmsma Martepu.

B nocnefjHee Bpems Mup BCTPEBOXeH Nary6HbIM BANSA-
HWEM afiKoro/lbHbIX HanWTKOB Ha HacneACTBeHHble Kauye-
CTBa YeNiOBeKa, Ha 340pOBbe MNOCNESYILWUX MOKONEHWUIA.
Bo MHormx cTpaHax 6opbba C ankoronnsmom BO3BefeHa
B paHr rocyjapCTBeHHOW MOMWUTUKM, U HayKa BCAYECKM
nomoraeT 3ToMmy.

Ha MexayHapogHOM CUMMO3MYMeE, MOCBALWEHHOM «ai-
KOro/ibHOMY cuHgpomy» (1975 rog), ybegutenbHble (hak-
Tbl npuBena p[oktop XaHcoH. OHa pacckasana 0 pe3syib-
Tatax o06cnefoBaHMsA B WTaTe BawuHrtoH 1529 matepeli
n ux peteir. OKasanocb, 4YTO Y MaTepei, He ynoTpebnss-
WMX CNUPTHbIE HaMUTKW WX YNOTPebnAaBWNX WX B He-
60/IbLLIOM KONMYECTBE, POXAanocb Nuwb 2 % feTeil ¢ OT-
K/IOHEHUAMU OT HOPMbl  (IMWIHWE nNafblbl Ha pyKax Wu
HOrax, aHoOManbHble CKNaAKM KOXW Ha NafoHAX WU aHo-
MafbHbIi paspe3 rfa3, HWU3KO MOCAXEHHble YLIW, BPOX-
[eHHble MOPOKM cepaua M T. A.), Y YMEPEHHO MboLWnX
ata uudpa ysenuumnace o 9 %, y CWUNbHO MbHOWUX —
[0 74 %. Heo6xoAMMo NoAYepKHYTb, YTO B nocnegHei
KaTeropuu, Kak npaBWno, 3aperucTpupoBaHO He OfHO,
a HECKO/IbKO OTK/OHEeHW/ OT HOPMbl Y HOBOPOXAEHHbIX.
Hanb6onbliee 6ecnokoiicTBO Bpauyell Bbi3Ban TOT (akT, yTo
12 % peTeid, poAMBLUMXCA OT MaTepeli-aNKOronuyek, vMme-
NN pa3mep ro/ioBbl 3HAYMTENbHO MeHbLUe HOpMbl. [locneg-
Hee 4acTO CBMAeTenbCTByeT 06 YMCTBEHHOW OTCTaNoCTy
pebeHka. B rpynne coBceM He MbIOWWMX U YMEPEHHO MblO-
WMX XeHWWH nofobHoe $SBNEeHWe OTMEYEHO B [eCATKM
pa3 pexe.

O BpefHbIX NPUBLIYKAX

B HacTosllee BpemMs BO BCEM MMWpPe KypeHWe MpPU3HaHO
KaK OfHa M3 aKTyalbHblX Mpobnem, cToAWMX nepes 06-
WwecTBoM. BO MHOrMMX cTpaHax OYeHb MHOIME MOMoAble
EHLIUHbI MOABEPXeHbl 3TOW BecbMa BPefHON Ans opra-
Hu3Ma npuBblvke. Counonornyeckme HabngeHNa nokasa-
N1, YTO [ONIA KYpALWMX Cpean monogexu o 25 net ro-
pa3fo Bbile, YeM cpeau 6Gonee cTapluMx KaTeropuil Hace-
neHns. Bpep OT KypeHWs HacTONbKO O4YEBMAEH, 4TO 6GOpb-
6a c HUM cTana 3aboToil rocygapcts. Tem He MeHee Mano

76



KTO 3HaeT, YTO KypeHWe MPUHOCWT FPOMafHblA ylwep6 n
ans 6ypyLiero noKoneHus.

LiuTonoruyeckne uccnefoBaHUs nokasanum, 4to Kype-
HVe (LaXe He MHTEHCMBHOE) MOXET Bbl3BaTb CTEPU/ILHOCTb
MY>XUYUH WU XKeHWMH (OTCYTCTBME CMOCOBHOCTUM K OMN0AO0-
TBOPEHMWIO), CHMXKaeT Maccy Tena HOBOPOXAEHHbIX, Mpu-
BOAUT K rnbenn amb6pmoHa M MepTBOPOXAeHUO. KypeHue
BAMAET Ha HEKOTOpble OMOXMMMYECKMe MoKasaTtenu opra-
HM3Ma. Tak, Hanpumep, Nojg AeWCTBMEM HUKOTMHA YBEIMW-
YMBaeTCH KOHLIEHTpauMs MarHus B CbIBOPOTKE KpPOBMW, Me-
HAIOTCA KapTWHa nepuepuyeckoinl KpoBM U aKTUBHOCTb
psaga (epmMeHTOB B KneTkax. Kpome TOro, yeBennuuBaetcs
ypoBeHb (hMBpPUHOreHa B MNaa3me, 4YTO MOBbILIAET BepoOAT-
HOCTb 3ab60/MeBaHNS MLIEMUYECKON BONe3HbO cepaua. Ame-
pYKaHCKMEe Bpayu MPULLIIM K BbIBOAY, YTO A5 KeHWnn
KypeHue oracHee, Y4em ANS MYXYWH, TaK KakK OHO $iBnA-
eTCA NMPWYMHOM MOYTM MOJIOBMHBbI BCEX Cly4aeB 3abonesa-
HWA KOPOHAPHbLIX apTEPUA Y XXEHLWMH B MOJIOAOM W Cpej-
Hem Bo3pacTe (Y MYXYMH 3Ta 3aBUCUMOCTb MEHbLUE).

C nomoLWbl TOHKMX 6GMOXMMMYECKMX anann3oB YycTa-
HOBMIEHO, 4YTO MO BO34EACTBMEM HWKOTMHA CUrapeTHOro
OblMa MPOUCXOAMT 3HAUYUTE/IbHOE TOPMOXKEHME CUHTe3a
6efiKka B MO3roBblX KneTkax. [loka3aHO, 4YTO HWKOTWUH TOp-
MO3UT CUHTE3 6efika 1 B KNETKAaX MeYeHw.

3a nocnefHIO YeTBEPTb BEKa OTMEYEHO YBeNMYeHue
yncna 3aboneBaHUn pakoM NEFKUX Cpean KypAWMX XKeH-
WMH. Kak nokasanu pesynbTaTbl WCCNELOBAHWUIA, >KEHbI
KYpALWMUX MyXeil 3a60neBaloT pakoM B 2 pasa Yalle >KeH-
WWH, 4YbM MYXbS He KypsT.

3HAUUT, BPEAHO He TONbKO Camo KypeHue, HO U Bfbl-
XaHue TabayHoOro fbiMa, TO eCTb MacCMBHOe KypeHue. [o-
KasaHO, 4YTO BAblXaHWe TabauyHoro pbiMa Ha 10—30 %
YyBENMYMBaET OMNacHOCTb 3aboneBaHUA HeKypsAWwMUX pakom
nerkmx. laccuBHOe KypeHWe Bbi3biBaeT y feTeil B BO3pa-
CTe [O [ABYX /feT Kawenb W pa3BuTME TMHEBMOHUN U
6poHXUTAa.

Ldymaetcd, 4yto 3T ybeguTenbHble Heb6naroBUgHbIe
(hakTbl JalOT OCHOBaHMe AN 06CYX[eHWs Bompoca O Ky-
PEHWU Ha CEMENHOM COBEeTe: MPOAO/KATb KYypUTb WK
0CTaBUTb 3Ty BPEHEALYI0 MPUBbIYKY.

Heckonbko cnoB o koge. B nocnegHue rofgbl MosiBu-
NI0OCb MHOr0 paboT, M3yvaruwmux sausHue Koge (KodeunHa)
Ha 340poBbe 4venoseka. Hayano 3tum paboTam 6bino no-
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NOXKEHO MccnefoBaHMEM, MMOKa3aBLLIMM YBeNnyeHue 3abo-
NeBaeMOCTM PaKoM MOMXKENYyAOUYHON Xenesbl y Nnobutenei
Koe. OfHako 6blnnM ony6/MKOBaHbl M MaTepuansl, «pea-
ounuTupytowme» Koge. KaHagckme yueHble HasbiBalOT
O[JHO M3 MPUYMH NPOTUBOPEYMBOCTM MOMYYAEMbIX Pa3Hbl-
MW aBTOpPaMW [aHHbIX Pa3IMYHOE COAepXXaHWe KodeuHa
B uccnegyemom Koge. OHM cuMTaroT, YTO peasibHOe cofep-
XaHue Ko(enHa HeobxoLuMMO onpeaensTb 60nee TOYHO.
[na ycTaHOBNEHMA ponn Koge B BO3HUKHOBEHWW PaKOBbIX
3a60/1eBaHN HeOOXOAMMO Mpexpae BCero paspabortaTb Ha-
[0EXHble MeTOAMYECKME PEKOMeHAauunm ANns  n3y4vyeHus
BAMAHUS KoenHa Ha 3[40pOBbe, OTCYTCTBYHLIME Ha Ha-
CTOAWMIA MOMEHT. A noka ObITyeT MHEHMe, 4YTo noTpebne-
HWe 3TOr0 HanmUTKa B YMEPEHHbIX KO/MYECTBAaX 340POBbI-
MU NHOAbMU (HE NpeApacnofioXeHHbIMW K MHDapKTam, ru-
MePTOHUU, FOPMOHaNbMbIM HapyLeHWAM) He npeacrTaBns-
eT onacHocTK Ans 340poBbsi. OAHAKO MCCNeAoBaHNA B 3TON
obnacTv npogo/mKakTes.

deHOMEH «CTapoii NepBOPOAKMN»

[na poxaeHWsa MOMHOLEHHOro NoToMcTBa 60/bLIOE 3HAYe-
HWe uMmeeT BO3pacT MaTepu. [10  JaHHbIM  CTaTUCTUKWU,
cpefHuini Bo3pacT HeBecT B CCCP B 60-x rogax 6bin 3Ha-
ynTenieH u coctaenan 26 net (tabn. 9).

Mouemy e BO3pacT HEBECT TaK CW/IbHO YBENW4YMacs?
MpuunHa 34ecb B TOM, YTO COBPEMEHHOMY pa3BUTOMY 06-
LWEeCTBY HY>XXHbl 00pa3oBaHHble rpaxgaHe. O6ydeHue Xxe
B Hall BeK Hay4YHO-TEXHWYECKO peBoAwUMM AANTCA [ON-
ro. 310 — 10 net wWwkKonbl, ABa-TPU roga paboTbl (4acTo)
W, HakKoHel, He MeHee MATW NeT WMHCTUTYyTa. PeanbHO nu
063aBOAMTLCA CeMbeli M LeTbMW B CTYAEHYeCcKMe rogpl?
34paBblii CMbIC MOACKa3blBaeT, YTO HeT. YacTo xenaHue
0063aBECTUCb CEMbE Yy MOMOAbIX OCTAeTCA NULIb MEYTON.
Heobxo4MM0O MOAYEPKHYTb, YTO FNaBHbIM B NEpuoA Mony-
yeHUa 06pa3oBaHMsA MHOMME JKEHLLIUHbI CYMTAlOT pPaBeH-
CTBO C MYXYMHAMM, 3IKOHOMWYECKYIO HE3aBWCMMOCTb, Ma-
TepuanbHbIii JOCTATOK.

MpakTU4eckn B KaxAol cTpaHe, Kpome KwuTas, XeH-
WWH 6onblle, YeM MYXXUYMH, W NOSTOMY HEKOTOPbIM Je-
BYLWWKaM BOBpemMs 063aBeCTWCb CEMbel MPOCTO He Mpea-
CTaBnseTca BO3MOXHbIM (Tabn. 10). A BbIRga 3amyx,
Hanpumep, B 26 feT, >KEHLWWHa, EeCTeCTBEHHO, TO/IbKO B
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Ta6bnuya 9 Ta6nunya 10

JuHamvKka Bo3pacTa >XeHWUHbl,  COOTHOLUEHWE VHAVBUZYYMOB
BCTynawuweid B 6pak [Ypna-  MyXCKOro W >XEHCKOro nosa B

Huc, 1963] OHTOreHese

Y penbHblit 3 S

éqec, % g g
BospacT, et BospacT, ner 3= 35
1910 1. 1960 r. se x¢
Ao 20 54,5 26,3 HoBopoxxgeHHble 106 100
18—20 100 100
2125 310 407 5o 5o % 100
26—30 7,3 11,6 60—64 80 100
— 65—69 70 100
8140 ar 1099074 65 100
41-50 1,9 4,2 75-79 60 100
80-84 50 100
Crapiue 50 0,6 6,3 Craplue 80 45 100

27 net (C yyeToM 61aronpuMATHbLIX OBGCTOATENLCTB) MOXET
cTaTb Martepbto. XXeHWWH 25 net u craplie, poxarowmx
BNepBble, MeAWMKM Ha3blBalOT «cTapasd Hepsopogka». K
3TOMY BPEMEHM XXEeHUIMHa (U3N0NOTUYECKN WU3MEHAETCS
Tak, UYTO BEpPOSATHOCTb Pas/inyHbIX OCNOXHEHWI BO Bpems
poAoOB 3HauMTenbHO Bo3pacTaeT. (OCOGEHHO Yy «CTapoii
nepBopoaKn» fAeopMMpoBaHbl KOCTU U XpsAwWwM Tasza). B
Takux Ccny4vasx BO BpeMs pofoB HeobXoguma MOBbILIEH-
Has rOTOBHOCTb Bpayeil, 4To6bl BOBpPeMS OKaszaTb MOMOLLb
MaTepPU N pebeHKy.

UacToTa TpaBM MpW poOfAax «CTapoil MepBOPOAKM» [0-
BO/MIbHO Benuka u gocturaet 70—75 % npu Bo3pacTe Ma-
Tepun 35—37 ner u cTapwe. CmsArvyalowmm o6CTOATENb-
CTBOM 3[€eCb SIBNSETCA TO, UTO KONMYECTBO XKEHLLMH, Bnep-
Bble poXalLWux B TaKOM BO3pacTe, BCe-Takum HebosbLUOE.
M3 nocnegHeid nepenucu HaceneHms B CCCP un3BecCTHO,
YTO BCEro OKOMO 2 % XEHLWMWH BbIXOAWAU 3aMY>XX TO0eso
40 net. N paxe ecnm OHM B 3TOM BO3pacTe poXanum He
nepBsblli pas, BEpOATHOCTb MosBAeHWA [ayHa wuan pebeH-
Ka C HEMO/IHOLIEHHOW MCUMXWKOI OYeHb GOMblIass U COCTaB-
naet B cpegHem okono 50%. Takmm o06pa3om, K ToMy
KOJINYEeCTBY HOBOPOXAEHHbIX, CTaBWIWX WMHBaIMAMU M3-3a
NopaXKeHUs njoja BMpycamu, ekapcTBamMyn 1 Lpyrummn no-
JO6HbIMKM  (pakTopammn  (1,5—2,5%), pobasutcA ewe on-
pefeneHHoe YMCO0 HEMONHOLEHHbIX AeTell, Yy KOTOpbIX
BO3pacT Mambl SABNAAETCA HEMNOCPeACTBEHHbLIM «BUHOBHU-
KOM» Tpareguu.
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MoauepkmMBas CBA3b BO3pacTa MaTepu W 340pOBbA HO-
BOPOX/JEHHOr0, Mbl, ECTECTBEHHO, He MOXeM He BCMOM-
HUTb CNoBa Hawero reHnanbHoro noata A. C. MywkKuHa:
«...J1106BM BCE BO3pacTbl MOKOPHbI, €e NopbIBbl GnaroTBop-
Hbl...». 3Ta UCTUHA HENPUXOAALLAs, W, HABEPHOE, KaXAblli
B CBOEW >XWM3HU TaK WM MHAye CONpUKAacancs C Heil.
A BOT poxaTb feTeil BCe-Takm HagobHO BOBpemMA — 10
33—35 neT, u TOrga KOAMYECTBO HEMOJIHOLEHHbIX AeTei
YMEHbLINTCA, a cvacTba Yy fogeli npubasutca. [a u
340poBbe 00LLeCTBA B LENOM YYyULLIUTCS.

FnaBa 5

CoupanbHaa cpefja U 4enoBek

Hwuskaa poxgaemocTb WM Kak CneacTeue —
«3(PPEKT OJUHOYKU»

B HacTofllee Bpems CpefHAS POXAAaeMOCTb B Mupe He-
BbiCOKa — 2 %. 3Ta uudpa 03Ha4vaeT, YTO Ha ThbICAYY XKMU-
Teneii npuxogutca 20 HOBOPOXAEHHbIX. B CCCP B Ha-
yane 1980-x rogoB poXAaeMocCTb Oblfla HUXe cpefHeMu-
POBOI M cocTaBfsina NPUMEPHO 12 feTeil Ha ThICAYY XMWU-
Teneii. B npeaBoeHHble e rogbl (1940 rog) 3TOT nokKa-
3aTenb 6bin ropa3fo Bbiwe — 30 HOBOPOXAEHHbLIX Ha Thl-
cAYy XuTenei.

M3 npuBefeHHbIX UMGP BMAHO, 4YTO [feTell B mMupe
CTa/l0 MeHblUe, @, 3HAYUT, POLMTENIbCKOA NH6BM Ha Kax-
fporo pebeHka (0COBEHHO ecin y4vecTb YBe/IMYEHMEe Mpo-
LOMKNTENBHOCTM XKW3HW COBPEMEHHOrO 4YefioBeka) mnonpwu-
6aBunocb. B pesynbTaTe yCnexoB Hay4HO-TEXHUYECKON
PeBONOLMM YBENNYMIOCH KOAUYECTBO CBOGOLHOrO Bpeme-
HA W yNy4ywuniocb MatepuanbHoe 61arococTosHue poau-
Tenei, 4To TakXKe MOMOXUTENbHBIM 06pa3oM CKasanocb
Ha BOCMMTAHUKX MOApacTatoLLEero NOKOMEHUS.

OpHako ans coBpemeHHbIX aeTeid B CCCP xapaKTepHO
M T0, YTo A0 16 NeT OHWM (haKTMUYECKM NULLEHbI BO3MOX-
HOCTU y4acTusa B Tpyfhe, TakK Heob6XoAMMOro Ansd npasufib-
HOro hopMMpoBaHMs ByAyWUX rpaxkiaH.

Ho BepHemcsA K poguTenbckoii nto6Bu. OTHOCUTENLHO
ee Bbljarowuiics coseTckuii negaror A. C. MakapeHKo
yTBEPXAan, 4YTo U3ObLITOK 3TOr0 4yBcTBa 60nee BpefeH B
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BOCMUTAHUW XxapakTepa OyayLlmMX rpaxjaH, 4Yem ero He-
poctatok. Mo ero MHeHWIO, ONTUManbHOe 4uMCio feTeil B
CeMbe [O/MHKHO OblTb TpU M 6OMbLUe NpPU pasHULEe B BO3-
pacte 1,5—3 roga. B Takux cembsax (opmupyetcs 6na-
rONpUATHBbIA  ONA  BOCAUTAHWUA MWKPOKOMNEKTWB, uUgeT
«wnnMgoBKa» OyAyllero xapaktepa, 3aknagblBaeTcs u
BbipabaTblBaeTca ero rpaxgaHckas nosuuma. Takue Ka-
4yecTBa, KakK 3romsm, 3roueHTPU3M, MNOJyuyMBLUME B MU-
POBOW COLMOMOTMYECKO nuTepaType Has3BaHue «3heKT
OAVHOYKM», AN 3TUX [AeTeil He XxapakTepHbl. W MHOro
BHUMAHUSA W 3HEPrun npuaeTca 3atpaTuTb nNejaroram Ha
BOCMUTaHWe [eTeld, BbIPOCLINX B CEMbAX 63 CeCTPEHOK W
OpaTuwek, Noka BCe OCTpble rpaHn ux [loBegeHus nepe-
CTaHYT BbI3blBaTb HEraTvBHOE OTHOLUEHME, a MOopoi K
OCYXXJEHMNE OKPYXaloLuX.

NTak, 3 BbllIENPUBEAEHHOTO ChefyeT, YTO CHUKEHWe
pOX[aemMOoCTM B CBOK O4vepedb NOPOXAaeT Takoe HeraTus-
HOe O0OLWecTBEHHOEe fABNEHWE, KaK «3M(EKT OAUHOYUKN»,
3HAUMTENbHO YCNOXHAIOLWEe XU3Hb KOHKPETHOIO0 WHAMBU-
fa W, KOHeYHO, OKpyxXawuwwux ero nwogei. [MocnegHee,
pasyMeeTCsi, He MOXET He OTpasuTbCA Ha 06WUX HOpMax
OTHOLUEHWI MeXAy NAbMMW, KOTOpble B LEJOM XapakTe-
PU3YHOT HPABCTBEHHOCTb YefnoBeka U 06LLecTBa.

40 % wviHTenneKTa — 00 TPex JeT

COBpeMEHHbIMX NCUXONOTWeN, NeaarorMkoin, Couuonoruen
U SPYrUMKU HayKamu, uM3ydalowumu BOnpocbl HopmMupoBsa-
HWUA YEe/IOBEYECKON NIMYHOCTW, YCTAHOBMEHO, YTO OKOJO
40 % wHTennekTa OyAyllero rpaxpaaHuHa (opmupyercs
[0 Tpex feT, a ocTanbHble 60 % —B TeyeHMe BCeil ero Ho*
CNefyoLLen XN3HMN. I

MepBble TpW rofga XWU3HW pebeHKa MMEKT 4Ype3Bblyaii-
HO BaXKHOE 3HayeHMWe, Tak KaK MMEHHO B 3TO Bpems ¢op-
MUPYIOTCH OCHOBHblE KPUTEPUW OTHOLUEHUA  6yayLulero
rpaXgaHvHa K OKpYXalLWuMm ero J/gam, a Takxke
K npegMeTam, LEHHOCTAM W B LEeNoM K mMupy. V3BecTHO,
YyTO ABYX- W TPexNeTHWI pebeHOK 3afaeT B3POC/bIM, OK-
pyXaluwmumMm ero, B CpefHeEM OKONO NATU —CEMWU MUAINO-
HOB BOMpocoB. CneayeT y4yuTbiBaTb, YTO pa3Hble AeTW pea-
NIM3YIOT CBOK /II0603HATENBHOCTb MO-pasHoOMY.

Ananu3 nokasan, YTto Cay4aliHblX, HEHYXHbIX BOMpO-
COB Yy AeTeli HeT. Ecnn Ha BCe MOCTaBNEHHble MasbllLIOM
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BOMpoCuTENbHbIE (hpas3bl OTBe4YaTb CMOKOIMHO, fo6poxena-
TeNbHO, POBHO, TEPMENBO, He OTMaxuBasiCb OT ero n6o-
3HaTeNbHON Ha30MAMBOCTU, TO MOXHO HafeATbCsA, YTO Ha
ero pasBUTME OKa3aHO 60/blUOE, HO, €CTECTBEHHO, HE UC-
yepnblBatoLee MNONOXUTENbHOE BAusHME. OT Tpex MepBbiX
NeT 3aBUCUT He TONbKO MHTeNNeKT pebeHKa, HO U B 3Ha-
ynTeNbHOW CcTeneHW Oygyllee caMux poauTene —oyayT
NN OHW CYaCTAMBbI C AETbMW WAW TMOCNefHNE MPUBHeCYT
B POAMUTENbCKYK XXW3Hb OropyeHus. [M03TOMY MOHATHbI
TpeBora M 6GecrnoKOWCTBO WM POAMTeNieil, U y4eHbIX MO MNo-
BOAY 4acTO BCTpevalolleiics B XXU3HU BbIHYXAEHHOA
pas3obLleHHOCTM feTeli M poauTeneid B 3TW MNepBble Tpu
rogja —cCTonb BaXKHble Ana pebeHka, poguTenein n 06-
wecTsa B Uenom. W pagocTb poauTeneit, NonyvawoLmx
MECTO B [AETCKMX fCNAAX, KOHEYHO K&, OTHOCUTENbHa.
B 3TOM yupexgeHuu B CpefHEM Ha OAHOro BOCMUTaTenNs
npuxogutca 25—30 geTeid, U 3agadva ero He B TOM, YTOObI
OTBETUTb Ha Te CaMbleé MSATb —CEMb MMW/IIMOHOB BOMPOCOB,
YMHOXEHHbIX Ha KOMMYecTBO AeTeil B rpynne —ubo 3a-
fava 3Ta HepeanbHas. B pgeTckux Acnax pelatoTca Bon-
pocbl Kyga 6onee npo3anyeckme —BOBPEMS HAKOPMWTb,
04€eTb, YN0XMUTb CNaTb, CMEHNTb WTaHUWKN 1 T. 4. O ToM,
UTO B MepBble rofbl >XW3HW pebeHKa MOXHO MNOTepsATb
HeuyTo 60/bliee, HaBepcTaTb, BePHYTb, BOCMOJHWUTbL KOTO-
poe MO3Xe YXe He YAacTcsd, Mano KTo 3ajgyMblBaeTcs.
A Beab 3a 3TU rofbl pebeHOK B pe3y/nbTaTe OrpaHUYeH-
HOrO O6LLEHNS CO B3POC/AbIMW HEAOMOAYUYNT TaK MHOro
TOro, 4To (HOPMUPYET €ro WHTENNeKTyanbHOe pasBuTUe,
NoTeHUManbHble BO3MOXHOCTU, U B MTOre peasibHblii WH-
TENNeKT rpaxjaHWHa MNOMYYMTCA 3HAYMTENbHO 06eAHEH-
HbiM. OTpafgHO, 4TO 3TO HayMHalT MNOHWMaTb Bce 60/b-
LLee YMCNO CMeynannucToB U POAUTENENA.

YKasaHHas npo6rema He Moria NponTW He3ame4vyeHHOW
n gna CCCP. B HacTosiliee Bpems B cTpaHe [AelcTByeT
MocTaHOBMEHME O MpPeAOCTaBNEHUMN XXEHLIMHAM MOCnepo-
[OBOr0 TPEXrO4MYHOro OTnycka Mo yxody 3a pebeHKom
(1,5 roga onnauymBakTCA). ITO NO3BOAUT 6onee nno-
[LOTBOPHO peLlaTb BOMPOCHI, Kacarlouwmecsd BOCNPOU3BOACT-
Ba MOMIHOLEHHbIX, 340POBbLIX TrpaXhaH C BbICOKUM WH-
TeNNeKTyanbHbIM YpPOBHEM. 3Ta Mepa —Lwar K yMeHblle-
HWIO [EeTCKOro npaBOHapyLleHus B Hawem obwectee. A
B ugeane —MNCKOPEHeHWe TaKOoro npaBOHapyLUEHUS.

HeCOMHEHHO, BO3MOXHOCTb [AOMALUHEr0 BOCMWUTAHMUS
[eTeli JO Tpex NeT MOoBfieYeT 3a COOOW CHUXeHMEe BO3pa-
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CTa HeBeCTbl, KOTOpbIi B HacTosiwee Bpemsa B CCCP co-
cTtaBndeT 24 rofga, 4TO, B CBOWO 0Oyepedb, MpuBefeT
K YMEHbLUEHUIO KOMNYecTBa HOBOPOXKAEHHBIX, OTATOLLEH-
HbIX HacnefCTBEHHbIMU 3aboneBaHUAMU, U K 0bLLeMy yBe-
JINYEHUNIO POXAAEMOCTU. ITO uYpe3BblYaiHO BaXHO [ANS
CTpaHbl, ee Oygyuiero: Matepu nosyyaT BO3MOXHOCTb
3aHMMaTbCs BOCMMTAHWEM CBOMX [eTeil B MepBble rofbl X
XWU3HU, 4YTO, HenpemeHHO, MOAOTBOPHO CKaXeTCA Ha WH-
TeNNeKTyaibHOM M (PU3NYECKOM pPa3BUTUM MOTOMCTBA.

FnaBa 6

J1060Bb, MHCTUHKT, PaccyfoK, CeMbs

MeyanbHbll  (akT CBMAETENLCTBYET, 4TO [JeTU ecTb fa-
NEKO He BO BCEX CeMbfAX. YCTaHOBMeHO, 4To okono 10 %
bpakoB B Mupe 6ecnnogHbl. Ewe okono 20 % cemeid He
MOryT WMEeTb [JeTeil Uu3-3a CMNOHTaHHbIX abopTOB U BbI-
Kugblweid. «BWHOBHMKaMu» 6e34eTHOCTM B OAWHAKOBOWA
Mepe MOryT O6bITb U MYXUYUHbI, W XKenwuHbl, OfHAKO
NpUYnHLl UX Gecnnoausa (Kak KAWHWYecKue, Tak U reHe-
TUYECKME) pasnnyHbl. B HacToAwee Bpems ONWCaHO He-
CKONbKO [EeCATKOB HAaCMeACTBEHHbIX 00Me3Hel, WAN CUHA-
POMOB,  COMPOBOXAAMOLWMNXCA  MYXCKUM WM XKEHCKUM
6ecnnoguem. CnoHTaHHblE abopTbl Y XKEHLWWH MOryT 6biTb
BbI3BaHbl LeNbIM PALOM MPUYUH: HAPYLUEHWEM XPOMOCOM
nnoga WM MaTepy, HECOBMECTMMOCTbIO M/ofja W Martepu
no cucreme rpynn Kposum ABO, retepo- uam romMosurot-
HOCTbIO MO psigy 3ab0/1eBaHWU, BAUAIOWMX Ha (QYHKUMK
BOCMNPOW3BOACTBA, MHOMMMW HACNeACTBEHHbIMU 60ME3HAMYU
matepu, 3aTPyAHAIOLMMUM BbiNalnBanHe nnofja B TeyeHue
6epeMeHHOCTU W, HAKOHel, PasNMYHbIMU  KIUHUYECKUMU
HapyLeHNAMN poXeHULbl. 3yyeHne CnOHTaHHbIX abopToB
nokasasno, 4to okono 20 % KX CBA3aHO C W3MEHEHWEM
Kapuotmna nnoga, a 5 % —C HecoBMECTMMOCTbIO MO CUC-
Teme rpynn kposu ABO [Kynues, 1974].

Bbibrpaem v Mbl FeHbl AN CBOMX AeTeii?

leHbl, KOTOpble MMEKTCA Yy POAUTENeid, MOryT nepenTu
K [eTAM TO/MbKO B MONOBUMHHOM Konu4yecTBe (U3 46 Xpo-
MOCOM B MO0/I0Bble ramMeTbl MonagakT Tonbko 23). C 3Tux
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nosuumin, ecnm oba poAMTeNs reTepo3nroTHbl MO GeHun*
KETOHYPUW, TO B TaKOW CYNPYXXECKO nape C BEePOSTHOCTbIO
25 % MOXeT poaMTbCsi OOMbHON pebeHoK.

PaccmoTpum gpyryio cutyauuio. Y ogHoro us pogute*
nei 45 XpomocoMm, HO OgHa M3 ABYX 21-X XpOMOCOM npu*
coefMHeHa K Xxpomocome 15-ii. B 3Tom cny4yae ¢ 60MbLUION
BEPOATHOCTHIO MOXeT pOAUTLCA PebeHOK € TPaHC/OLH-
pOBaHHbIM CUHAPOMOM J[layHa.

Hun ogHa ceMeiiHas napa He XoTena 6bl MMeTb pebeHKa
C HacnefCTBEHHbIM 3aboneBaHWeM. MOXET M TreHeTuKa
nomoyb Takum pogutenam? [a, MoxeT. B paspaboTke
METOJ0B NMPOMPUNAKTUKNA TEHHbIX U XPOMOCOMHbIX 3abone-
BaHWA (aHOManuii) COBpPeMeHHas reHeTuMka gocturnia 60sb-
lWmMX ycnexoB. B ee apceHane umeetca MeTO[ aMHUOLEH-
Tesa (puc. 24), ¢ nomolbd KoToporo 6narogapsi 6uMoxu-
MUYECKUM aHanuM3aM W W3YYeHW0 XPOMOCOMHOro Habopa
Yy KNEeToK, KOTOpble C/yUIMBAKOTCA C Mnjoja W HaxoaaTcs
B OKOMOM/IOLHOM XXWAKOCTM, MOXHO WAEHTU(PULKMPOBATb
0K0Mo 100 reHHbIX WM NPaKTUYECKM BCe XPOMOCOMHbIE OT-
KNOHEHWA, OTArOWEHHOCTM Yy pa3BuBaloLerocs ambproHa
B nepuof Ao 18 Hegenb GepemMeHHOCTH.

MeTo4 amHMOUEHTe3a YCMewHo ucnosb3yerca B Ano-
nun. B 3Toli cTpaHe B 06s3aTenbHOM Mopsigke M 6ecnnaTHo
ona 3abepeMeHeBLUMX NauMeHTOK cTapwe 35 net (4uTa-
TEN0 YXe ACHO, noyemy crapwe 35), a Takxe A1 XKeH-
WMWH, YXe WMelWwnx geTeii ¢ OTKIOHEHMAMM 1160 npo-
NCXOAALWMX U3 CeMell C Hac/MefCTBEHHO HeMNOSHOLEHHbIMM
POACTBEHHMKaMM, [enaeTca aHanu3 OKOJIONAOAHOW Knj-
KOCTU U HaxofsWwmMxca B Heli Knetok oT nnoga. MNpu Ha-
ANYMM  HacNeACTBEHHOro 3abonieBaHUs y 3mbpuoHa na-
UMeHTKaM MpeacTaB/iseTca BO3MOXHOCTb CaMWM peLuaTh,
poXaTb pebeHKa nau HeT. Takolii noaxogd No3BONSET B 3Ha-
UNTENbHON CTEMEHN CHU3UTb POXAAEMOCTb HaCnefCTBEHHO
HEeMo/IHOLEHHbIX [feTeli U B MTOre OrpaKaeT Cembio OT
Tparegum, a o0O6LWEcTBO OT Heo6X0AUMOCTM OpraHu3auun
cneumnanbHblIX 4OMOB ANA AeTei-uHBaNMAOB.

MeTof aMHWOLEeHTe3a — OTHOCUTENbHO TPYLOEMKas WU
fjoporocroswaa npouenypa. OfHako 3koHomucTtbl CLUA
noacymTann, 4to CToMMOCTb aHanmsa pgand 900 >KeHwWuH
HaMHOTO HWXe CTOMMOCTU MPUXU3HEHHON rocnuTanm3auuun
ofjHOro 060fIbHOrO, KoTOopas oOueHUBaeTcA 60nee 4Yem B
100 Tbic. ponnapos. ExerogHo B CLUA poxpaetcs
OKONO 4 TbiC. feTell C HacneLCTBEHHbIMU BGOME3HSAMM U KX
rocnutanusauma obxoautca B 1,5 mapa. A0nNNapoB B ToA.
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LleHTpudyruposaHue

HapocapgouHas
XunpgHocTb

HneTtHn

MwuHpo6uonoruyecHue BMoxmmiiuecHne
vccneoBaHus nuccnegosaHns

Bbunoxumunueckune Hynbtypa
uccnefoBaHus HNeToK

LUnTtonornuecHune
nccnepgoBaHus

Buoxumunuyeckune LlI/ITOreHeTVIHeCKVIe
nccnepnosaHusa nccnegosaHusa

T * A
Puc. 24. Cxema npoBsefeHna amnuoLenTtesa.

M3 BbllecKa3aHHOro §CHO, 4TO POAMTENN  [ONXKHbI
TW,ATENbHO CMEeAUTb 33 CBOMM TFeHeasiorMyeckKnum [ApeBOM.
OfHaKo KakK y3HaTb, reTepo3MroTeH /M 4YenoBeK Mo [faH-
HOMY JfeTajibHOMY TreHy? $BNAeTcA /M OH HOCUTe/em
TpaHcnokaumm? HakoHel, KOMY aenaTb amuunoLeHTes? Begp
BCEM pOXEHMLAM cfhenatb TakKOM aHanuM3 HeBO3MOXHO, jAa
B 3TOM M HeT HeobxoaumocTn. PoxpaeHue pebeHKa € Ha-
CNefCTBEHHbIM 3a60/1eBaHMEM BO3MOXHO B TeX CYMpyxe-
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CKMX Mapax, B POLOCMOBHbIX KOTOPbIX (04HOro mnu 060ux
CYNpyroB) Yy»e BCTpeYaiucb HacneficTBeHHble 3abonesa-
HuA. TakuMm cembsiM cnefyeT obpallatbCa B MeAuKo-re-
HETUYECKYI0 KOHCyNbTauuio, rge Bpay Nno reHeanoruu po-
auTeneinl NoATBEPAMT BEPOATHOCTb POXAEHMA 6OMbLHOrO
pebeHKa W Mpyu Heob6XOAMMOCTM HanpaBWT Ha LMTOreHeTu-
yeckuii (onpepeneHve uucna M (HOpPMbl XPOMOCOM) WK
OUOXUMUYECKNI aHanu3. Takue KoHcynbTauum B CCCP
OTKpbITbl B MockBe, JleHnHrpage, Kuese, [oHeuke, MuH-
cke, Anma-ATte, TawkeHTe, ®PpyH3e, Awxabage, Pure,
BunbHioce, Tapty, EpeaHe, KuwwuHee, Kemepose, Ho-
BOCMOMPCKE W Lpyrux ropogax.

AHanm3 paboTbl MeLWUKO-TEHETUYECKON KOHCY/NbTauuu
npu WHCTUTYTE MeguuuHCcKon reHeTukn AMH CCCP B
Mockse, npoBefeHHblii P. C. MatoTko [1975], nokasan,
uyto 3a 1973—1974 rogbl y 77 % cemeid, obpaTmBLINXCA
B MEAMKO-FEHETUYECKYI KOHCYNbTauu, poauanch 60/b-
Hble feTW. ECTEeCTBEHHO, YTO POAMTENIM He XOTEeNn U He
oXuganu nossneHuns 607bHOr0 pebeHka W, 06paTUCb OHU
B KOHCYnbTauuio [0 3a4yaTusd Maofa, Takoro HecyacTbs
MOrao 6bl He MPOW30ATH.

YyeHble CLUA noacumtanu, uto 6onee 5 % HaceneHus
CTpaHbl MMEKT HacneLCTBEHHbIE OTK/IOHEHUS W HYXAAKOTCA
B FEHETUYECKON KOHCYy/bTaLuu.

BbisBneHne reTeposnroTHOr0 HOCWUTENbCTBA W TeHa
heHUNKETOHYPUN MeAMKO-TeHeTMYecKas cnyxba mMpoBo-
OUT cneynanbHbIM TECTOM C MULLEBOA HArpy3kom ¢eHu-
nanaHWHoM (OAHOI U3 aMUHOKUCAOT).

A 4TO Xe fenaTb, eciim 60/bHON pebeHOK BCe-Takn po-
aunca? 34ecb Ha MOMOLWb NPUXOAMT FeHeTUKa. YCTaHoB-
JIEHO, 4YTO HEeKOTOpble HAacNeACTBEHHbIE 3ab0/1eBaHUS MOX-
HO «eunTb» Ha YpoBHe (eHOTMNAa. B HacTosliee Bpems
BO3HMK/O LeNoe HanpaBfieHWe B TEHETUKE — «jleHeHne»
(heHUNKeToHypun. Ho Kak MpOBECTW PaHHIO ANAarHOCTUKY
HacneiCTBEHHOro 3ab0neBaHUA Y HOBOPOXAEHHOrO, ec/u
BHELLHE Y HEro He BMAHO HWKAKUX OTK/IOHEHW OT HOPMbI?
B atom cnyyae MegmKo-reHeTu4veckas cnyxba npepnaraeT
PAL CKPUHUPYIOLWNX (CKPUHWMHT — MPOCENBAHNE) METOAMK.
B HacToslee BpeMa CKPUHUHIY noggatoTca okono 20 Ha-
CNEeACTBEHHbIX 3ab0neBaHWii Yy HOBOPOXAEHHbIX. C 3TOi
Lenblo y nocnegHux 6epetca Moya UNU KPoBb (M3 MATKWN).
COBpeMeHHOe COCTOsIHME TEHETUKM MNO03BOASET MPOBOAUTH
CKPVHWHI OfHOM Npo6bl Ha pa3Hble HacneACTBEHHbIE 3a-
6oneBaHMA B pasHbIX LEHTpax, MNpu 3TOM ANA aHanusa
BbICbl/IaeTCA Kanns KpoBu Ha Gymare B KOHBepTe.



Kakaa y Bac rpynna Kposu?

pynna KpoBM — BPOXKAEHHOE CBOWCTBO 4Ye/OBEKa W He-
M3MEeHHa B TeYeHWe BCEM ero >XW3Hu (OHTOreHesa).

K HacToAweMy BPEMEHW W3BECTHO HECKOJIbKO CUCTEM
rpynnbl KpoBu (Tabn. 11). Kaxpgas u3 3TUX CUCTEM Ha-
CneAcTBeHHO 06ycnoBneHa. HeBO3MOXHO HailTu ABYX Ntofei
(Kpome opHoAlLEBbIX 6/M3HEL,0B), KOTOpble WMenn 6bl
OfMHAKOBbIE TPYMMbl KPOBM MO BCEM CuCTEMam. JTO fiBne-
HWe MCOoO0Mb3yeTca B CyaebHOl MeguumHe. B KNMHMYecKol
MeAuLMHe NS MepenvMBaHWSA KpPOBU HeOOXOAMMO 3HaHWe
rpynnbl KpoBu cuctembl ABO (I—IV rpynnbl KpoBu) w
pesyc-takTopa.

Cuctema rpynn kposu ABO OTKpbiTa B Hayane XX Be-
Ka aBCTpanuMiCcKMM ydeHbiM K. JlaHfwTeiiHepoM npu u3y-
YEHWN MOBELEHUS 3IPUTPOLUMUTOB  (KPACHbIX  KPOBSHbIX
Teney) B CbIBOPOTKE (KMAKOM 4acTu) KPOBM pasHbIX
NoAei. YueHblii 06paTun BHMMaHME Ha TOT (akT, uTO
3pUTPOLMTLI B CbIBOPOTKE KPOBW OLHWUX JIOfei pacnpefge-
NAKTCA PaBHOMEPHO, a ApPYrMx — cknemsarotcs. Mcnosnb-
3ysi pasHble KOMOGUHaUWW 3pUTPOLMUTOB M CbIBOPOTOK, OH
06Hapy>xun Tpu rpynnel kposu (I—II1), a cywecTsoBaHue
IV pynnbl (6onee pegkoi) ObINO YCTaHOBMEHO MO34HEE.
YacToTa BCTpeyaeMoCTU rpynn Kposu cuctembl ABO B pas-
HbIX MONYyNAUMAX 4YenoBeka pasnuyHa (Tabn. 12).

O6nafaHne OAHOM M3 YeTbipex rpynn KpPOBM oOmnpege-
NAETCA Mapoil reHoB, NPWLLEALINX MO OAHOMY OT Kaxoro
n3 poguteneil. KaxpabliA reH MOXeT ObiTb B OAHOIM M3 Tpex
annenein ((pyHKUMOHaNbHbLIX cocTosHuil) —A, B, 0. An-
nenm A wn B gomuHupytoT Hag 0, HO, OKas3aBLIMUCb BMecTe
B OfHOM opraHusme, A u B npossBnsaiOT COBMECTHOe Aeli-
cTBue (KOAOMMWHMPOBaHME) W 06YCMOBAMBAKT  Haanyune
IV rpynnbl kposu (Tabn. 13).

MHorve cuuTalT, 4TO Yy poguTenein m pgetein rpynna
KpoBM BCerga ofHa W Ta Xe. 370 3abnyxieHue. YcTa-
HOB/MIEHO, YTO COBMAajeHuWe 34ecb MMeeT MeCTO [aneko He
BO BCEX Cy4asx.

deHoTMNMYECKN (TO eCTb GMOXMMUYECKKU, Mopdonoru-
YeCKW WM ApYruMU MeTodaMu) MOXHO OnpefenuTb ue-
Toipe rpynnbl Kposu: 1(0), II(A), 11I(B) wn IV(AB).
®eHotunsl | 1 IV rpynn coBnagarwT C MX TFeHOTMMamM.
FeHotunbl xxe BB n BO (gns Il rpynnel Kposu), AA
AO (gna Il rpynnbl) 6e3 3HaHWUS TPynn KPOBW POAWTENei
pasnnyatb HEBO3MOXHO.
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Tab6bnuya 11
OCHOBHble CUCTEMbl 3PUTPOLMUTAPHBLIX aHTUTEHOB

s oo

Cuctema 5 OcHoBHble annenn om
g8 252

ABO 1900 A, Ax, B, H 8
1YLLB3 1927 M, N. 8, 3, 15 18
P 1927 Py p 2 P*PK 4
Kbesus 1940 B,C E,c e 35
balLlberan 1945 1pla, bus 17
KeK 1946 K, K 18
beTs 1946 bea, bes 2
Bully 1950 Fya, FyB 6
K1(M 1951 nn nNus 3
Bleno 1955 Ka, Blb 2
n 1956 T, 1 3
XT 1962 X, 8a 1

* Lutnpyetca no: [B. W. WabanuH, /1. [. CepoBa, 1988]

Ta6bnuya 12

YacToTa BCTpPeYaemMoCTU 3PUTPOLUTAPHbLIX aHTUTEHOB CUCTEMbI
ABO B pasHbIX nonynsauusax yenoseka, %

Yucno
Monynayua usyuenHbix  KO)  W(A) LWI(B) 1Y(AB)
nopen

KopeHHoe HacenenHo ABCTpa-

nmn 603 54,3 40,9 3,8 1,0
FonnaHgybl 14 483 46,3 42,1 8,5 3,1
HaceneHue KOxHoli AHrnum 3449 435 44,7 8,6 3,2
ConnaHAckne espen 705 425 394 134 45
Pycckue eBpen 1475 36,6 41,7 155 64
BylimeHbl 336 83,0 — 17,0 —
BeHrpbl 1041 299 452 17,0 7,9
Apabbl 2917 44,0 330 17,7 4,1
AnoHubl 24 572 31,1 36,7 22,7 9,5
Pycckue 57 122 329 356 232 8
AppuvkaHubl (KoHro) 500 45,6 22,2 24,2 8,9
KuTtaiybl (KaHTOH) 500 455 22,6 25,0 6,1
BeHrepckue LpblraHe 925 285 266 353 9,6
NHaniiybl 2 357 30,2 245 37,2 8,1
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Ta6nuuya 13
HacnefoBaHune rpynn KpoBW Yy u4enoBeka

Orey,
Matb Fpynna Kposu
1(0) N(A) * w() * | »(AB)
eHoTMN
pynna
KpoBU CeHoTun A A B 1A B
1(0) o® L ™~ A 1B 18 1° la 10
0w DO ;1
AA "A A 1ala 1B A MB A NA
A 1A la 1
N(A)* |A | A ~A NAN A AAB1ANA
1070 ~A |A lals 1A 0 |A™B
o Al oy L
1A D 1A
181° 1A 1B1a 15 B 7B 1B 7B, 4y
18 1™ 10 ~B B
L (B)*
~B B |0 |A 4B ~A 4B ~B "B B "B
0 |0 AA ~B B "B 1B "o 1A 1
©p 1B10 1010 1A
1A 1B |o
IY(AB) 1, 1e 1A1° 11 1AA 1A 15 15 1A
1A 1g1la 10 "B "B B "ANA
1B 10 1B 10 "B 1B
A "B la 18 A

* pynna uMeeT [Ba reHoTuna,
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Tabnunuya 14

CBA3b rpynn KpoBW C aHTUTeNlaMn U aHTu-
reHamu

AHTUreHbI, CO- AHTUTENa, cofepxa-

rpyng: KPO-  nepxawjmecss B WMeECS B CLIBOPOTKE

puTpoymnTax KpoBU
1(0) — AHTN A, aHTU B
H(A) A AHTU B
L (B) B AHTK A
1Y(AB) AB _

Ta6nuya 15

BapuaHTbl HECOBMECTUMOCTU MaTepu U
pebeHKa(Mo rpynnam KpoBU CUCTEMbI

ABO)

MaTb PebeHok
FK%)(I)réI;a CeHoTMN rﬁgggf FeHoTUn
| 10 10 " ~A

11 1B »
11 lal°® 11 18 1°
(\Y la 1B
11 1 la 1°
v la 1s

PaccMoTpuM Takoi npumep. [lBoe MYyXUYMH WUMEHOT
Il rpynny KpoBu, a ux eHbl — |. B 3TOM c/iy4ae y 0AHOi
CYMPY>XeCKOW napbl MOryT poguTbcsi asoe peteid co |l
(nnm c 1) rpynnoil KpoBu, a y [APYyroin napbl BO3MOXEH
oanH pebeHok ¢ I, a gpyroii—co Il rpynnoin Kposw.
I rpynna KpoBM HOBOPOXAEHHOMY rapaHTMpoBaHa TOSb-
KO B TOM Cny4ae, ecnn 06a poguTens UMeT 3Ty rpynny.
Ecnn xe y oboux pogmteneii Il wam |1l rpynna Kposwu,
TO UX JeTW, KPOMe POAMTeNbCKoM, MOryT umetb u | rpynny
KpoBu. B cnyuae, korga y pogutenei Il w 1l rpynnb
KpoBu (Hanpumep, y matepu —II, y otua — I11),ux pe-
™ moryT o6nagate |—IV rpynnamu. Y poguteneid ¢ | u
IV rpynnamu Kkposu (Hanpumep, y maTtepu —I, y oOT-
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ua—I1V) pgetn 6ygyt umets Il wam 11 rpynny (cm.
Tabn. 13). lMpaBga, HegaBHO B cneuuanbHOM nuTepatype
NOSBWNOCh OMWUCAHWE HECKONbKWUX AMOHCKWX CeMel, Y KO-
TopbIX poautenn umenu | u IV rpynnbl KpoBW, a Ae-
™ — V. Takue ceMbl NpPefCTaBAAT OOMbLUOA HayUHbIl
WHTepec, a «HenpasuWnbHOe» HacnefosaHue IV rpynnsbl
KpPOBW TLaTenbHO uccrefyeTcs.

MpucytcTtere reHoB A un B 006ycnoBnuBaeT Hanuuue
B 3puTpouMTax aHTUreHosB A u B, a X OTCyTCTBME Mpu-
BOAWUT K MOABMEHUIO aHTUTENn A 1 B B CbIBOPOTKE KPOBU
(tabn. 14). Ecnn aHTureH A, cofepxaliuiica B apuTpouu-
Tax, BCTpeYaeTca C aHTUreHOM A, cofepxauimmcs B Chbl-
BOPOTKe, TO MPOWUCXOAMUT CK/emBaHue 3puTpouuToB. B Hop-
Me TakKoro He MPOUCXOAWUT, TaK KaK B KPOBW HET aHTWUTen,
CNOCOGHbLIX CKNenBaTb COOBCTBEHHbIE 3PUTPOLMTLI (aHTUTE-
Hbl). Ho okono 5% 3urot (OMnogOTBOPEHHbLIX ALeKne-
TOK) norubaet, a B cpegHeM 1 % HOBOPOXXAEHHbIX MMEHT
remMosIMTUYecKyto 60ne3Hb M3-3a HECOBMECTUMOCTM MaTepu
N pebeHKa no rpynnam KpoBu cucteMmbl ABO. B0O3MOXHble
BapuaHTbl TaKOro HecOBMeLLeHWs MoKasaHbl B Tabn. 15.
Ecnun, Hanpumep, pebeHOK umeeT reHotun 1AL°, a MaTb
1B1°, 70 y pebeHKa eCTb aHTUreH A, a y MaTepu — aHTU-
Teno A. locnegHne MPOHWKAKOT B KPOBb MofJa U CKieun-
BalOT, a 3aTeM W pa3pyLwarT 3puTpouuTbl, 06YCNOBINBAS
3TUM TeMONITUYECKYIO 60/M1e3Hb. YueHble MpegnonarakorT,
YTO CYLUECTBYET cCneuunanbHad reHetuyeckas cucrema 3a-
WMWTbl NAaueHTbl, KOTopas HelnTpanusyeT aHTWTeNna Ma-
Tepu [0 UX nonafaHua B KPOBb N0OAA.

Pesyc-tpaktop (Kb)

Cucrtema rpynn KposBu pe3yc OTKpbiTa B 1940 ropgy
K. NaHawTeiHepoM. M3y4yas KpoBb Y€NOBEKA M XMBOTHbIX,
yueHblii 06HapyXus, 4To KpoBb npumepHo 85 % ob6cne-
JOBaHHbIX /ogein nogobHa KpoBM 06e3bsiH pe3yc. bbino
[OKa3aHO, 4YTO KPOBb 3TUX JIIOAEN COAEPXWUT aHTUTEH,
NOEHTUYHBIA uMmetowemycs Yy pesyca. OG6GHapy>XeHHbIl
aHTWUreH 6bin HasBaH pesyc-taktopom (Kb). Bckope 6bino
nokasaHo, 4To MpucyTcTBue (MM OTCYTCTBME) 3TOr0 reHa
Hacnegyertcs.

Pesyc-hakTop MOXeT OblTb MOMOXUTENIbHBIM WU OT-
puuatenbHelM. B nepeom cnyyae OH 06yCcnoBAuBaeTCs
JOMMWHAHTHbIM (60nee CUNbHLIM), BO BTOPOM — peLieccuB-
HbIM (MeHee Cu/bHbIM) reHoMm. Ecnu o6a poanTens umerot
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B Kb -3pUTPOLNTbI 9
nnoga npoHumarT 8
B HPOBOTOH Martepu 0

[¢]
?0 W CTUMYNUpPYT
*p 9-P ob6bpasoBaHue
«00O0 aHTuTen

3Tu aHTUTena nonapa-
T B HPDOBOTOH njsioga

N Bbl3blBAOT pa3pyweHue apuTpoynTos,

4YTO NMPUBOAWUT H FEMONUTUYECHOW 6Gone3Hn

- Ab-aHTuTena o PH 0

Puc. 25. HecoBMmecTuMocTb no pesyc-thakTopy. OTey, Bll+, maTb LUr~,
pebeHok Kb+.

O[MHaKOBbIN pe3yc-hakTop (NONOXKMWTENLHbLIA WAN OTPU-
uaTeNbHbIA), TO WMMYHOMIOTMYECKOrO KOH(IMKTa MexXay
OpraHn3MoM MaTepu W NAOAOM He npomcxogut. KoH(aukT
BO3HMKAeT, €CM OTel, MMeeT MNONOXKUTENbHbIA, a MaTb —
oTpuuaTenbHbI pe3yc-aktop. B atom cnyyae nnog 6y-
€T WUMeTb OTLOBCKMIA MONOXMWTENbHbIA  (LOMUHAHTHBLIN)
pe3yc-bakTop, KOTOpbI/i BCTYNUT B MMMYHONOTUYECKNI
KOH(IMKT C MaTepuMHCKUM — oTpuuatenbHbiM. Ecnm ke,
HanpoTuB, y MaTepu MONOXMTeNbHbIA pe3yc-hakTop, a y
0Tua — OTpuLaTenbHbll, TO nnog Oyfaer umeTb MaTepuH-
CKUI NONMOXUTeNbHbIA (4OMWHAHTHbLIN) pe3yc-(hakTop, U B
3TOM CAyyYae WMMYHONOTMYECKUIA KOH(MAUKT He npo-
SABUTCH.

Mpy MMMYHONOrMYECKOM KOH(IMKTE MEXAY OpraHus-
MOM MaTepu ¥ NNOAOM NepBblii BefeT ceba Tak, Kak 6yaTo
3TO He ero pebeHoK, a WMHOPOAHOEe Tefo. AHTUTEHbl MoAa
BbI3bIBAlOT MOSB/EHWE B OpraHuM3Me mMaTepu aHTuTesn, cno-



COOHbIX MPU BbICOKUX KOHLEHTpauuax (Tutpax)' HelTpa-
NN30BaTb pasBuUTME Moja M 0CBOGOAWUTL OpraHu3M Mma-
TEpuU OT «4yXepoaHoro» Tena. OfHako npu nepBoit Ge-
PEMEHHOCTW KOAMYEeCTBO aHTUTeN B OpraHusme marepu Ha
MOBbILLAETCA [0 TaKoro YpOBHSA, 4YTOObl CyLLECTBEHHO Mo-
BpeaAuTb (MAn ybuTb) NMOA: WUCXOA, KakK npasuno, 6biBaeT
6narononyyHsiM. Ho npu BTOpOii 6GEpPeMEHHOCTW K aHTu-
TenaM, KOTOpble OCTaanCb B KPOBWM MaTepu OT MEepBOro
pebeHka, fobaBnseTca ele onpeAeneHHOE WX KOMYeCTBO.
B aTom cnydyae 3puTpouUTbl pebeHKa 6yayT yXe 4acTUUHO
nospexgaTbca. Ecnu mexay nepBoil u BTOpO 6GepemeH-
HOCTIMU He 6bIfI0 NpepBaHHbIX GepeMeHHOCTeR, TO W BTO-
poil pebeHOK poXkgaeTcsi BMOSHe 340poBbIM. HO ecnn fo
6epeMeHHOCTN MPOM3BOAMAUCL MepennBaHUsA KpoBu 6e3
yuyeTa pesyc-pakTopa, KOTOpble MOryT ObiTb MPUPABHEHDI
(B 3aBMCMMOCTM OT KOAM4YecTBa MNPUAMTOA KpoBM) K Ge-
PEMEHHOCTW, TO BTOPO peGeHOK OyfeT HEenoAHOLEHHbIM
(puc. 25).

B Hosocubupcke v B gpyrux ropogax 3amagHoi Cu-
6vpy OTMEYEeHO HECKO/IbKO CflyyaeB, KOrga Bpayu fenani
(v HeofHOKpPATHO) nepenuMBaHWE KPOBW NPU TAXENbIX B>
6oneBaHusAX peBoykam 6e3 yueTa pesyc-hakTopa (KOTO*
pblii 6bl1 fAeTanbHO M3y4yeH nuWb okono 20 neT Hasap),
B pesynbTaTe, Korga [eBOYKM cTanu B3poc/ibiMu, Bce 6e-
PEMEHHOCTW Y HUX 3aKaHYMBaNUCb rnbenbio 3aMOpUoHa nan
CMOHTaHHbIM abopToM.

OfHaKO COBPEMEHHas MefuLMHA MOXET MOMOYb TaKMM
cemMbAM UMeTb feTeid. Co3gaHHbI B JleHuHrpage VHCTUTYT
nepennBaHNs KPOBW MPOM3BOAUT YACTUYHYIO 3aMeHY Kpo-
BU MaTepu C LENbl0 CHUXEHUS TWUTpa aHTuTen [0 He-
OMacHbIX YpOBHel ans 6yaywiero naoga.

AHTUTEHbI NEAKOLNUTOB

MN3yyeHne cuctembl aHTUreHoe HbA  Hayanocb B
1954 rogy, Korga Obin OTKPbIT MEPBbIA  aHTWUFeH 3TOM
cucteMbl. K HacToAweMy BpPeMEHW WX YXe YCTaHOB/IEHO
6onee 100. LLIMpoKuWii MHTepec CMeLManncToB K Ha3BaHHOW
cucTemMe CBfi3aH C Tem, YTO OHa OTBETCTBEHHAa 3a fBfieHUe
rMCTOCOBMECTMMOCTW TKaHel. bonee Toro, B 70-X rogax
Oblfla yCTaHOB/IEHa CBA3b MEXAY MpeApacnonoXXeHHOCTbIO
K HeKOTOpbIM 3ab0neBaHMAM Yy 4efnioBeKa W CUCTEMOW
aHTureHoB HbA. BbIgBMHYTO HECKONbKO runotes, o06wbsc-
HAOLWMX 3Ty CBA3b. B HacTofwee BpeMsa [oKasaHa Kop-
pensumna HbA co cnegytowmmmn 3abonesaHUAMMU: BUPYCHbIM
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Ta6bnunua 16

PacnpegeneHune aHTureHos (B 96) cuctembl HbA y 60MbHbLIX C pas-
N4YHoOI nokanusauuveli paka (1) u ¢ nwemnyeckoli 6051e3HbI0 cepaua

(n
I I

HbA-aH- 3p0poBble BonbHble HbA-aH- 310poBbl BonbHble
TUreH (845) (124) TUreH @19) (202)
A0 19,64 29,03 ** By 18,1 52,2
Aly19 12,78 7,25 AX 17,24 16,83
A28 8,04 3,22 * B5 21 17,33
AX 17,4 29,0 B7 27,78 40,59 **
B12 19,76 12,06 B12 20,51 14,85
B13 6,86 8,87 B14 7,43 14,85 **
B14 7,33 5,64 B15 11,41 20,79
B15 11,71 14,51 B18 10,0 6,93
B16 5,91 8,06 B22 5,16 2,48
B 18 10,53 0,8 ** By 17,72 4,95 **
B21 3,55 0 C 1 12,23 9,44
rawz2 4,61 10,48 ** Cly2 8,33 13,33
B35 12,3 4,83 ** CMi3 12,23 19,44
B40 17,63 1,61 ** Cly4 18,75 35,56 **

* Mo LWab6anuHy [1988].
** PasHuua JOCTOBEPHA MO CPaBHEHWUIO CO 340POBbLIMW.

MpumeyvaHwne, B ckobkax — KOMM4ecTBO nauneHToB,

renatMToM B, XpOHMYECKMM rNOMepYNOHEPPUTOM, CaXapHbIM
WHCY/IMH3aBUCUMbIM ANa6eToM, ANPAY3HBIM TOKCUYECKUM
3000M, pacCesHHbIM CKIepo30M, pPakoM, WLIEeMUYEecKoWn
6onesHblo cepgua un gp. (tabn. 16). WHbiMm crnosamu,
HbA-aHTUreHbl  ABNAKOTCA TFEHETUYecKUMU  (hakTopamu
pucka. CneposaTenibHO, TUNUPOBAHWE HACeNeHUs Mo Cu-
cTemMe aHTuUreHos HbA cnoco6CTBYET BbISIBAEHUIO MWL
C NOBbILIEHHbIM PUCKOM K KakoMy-nn6o 3abonesaHuto. Mpu
3TOM MNpeAcTaBMAeTCA BO3MOXHOCTb MNPOBeAEHMs COBpe-
MEHHbIX Mep nNpoMNakKTUKKM, a Mnpu  HeobXoaumOocTK
M CBOEBPEMEHHOIO fleYeHus.

CeHeTMYECKUI perncTp

B npakTnueckoii MegMLMHCKON cnyx6e Ha o6pallatoLmuxcs
3a MOMOLLbI0 K Bpauyy MPUHATO 3aBOAUTb aMGYNaTOpPHYHo
KapTouKy, C KOTOPOW, MOXanyi, BCe 3HAKOMbI.
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A BOT 4TO TakOe reHeTW4yeckumii peructp? Meanko-re-
HeTuMuyeckas cnyxb6a, KoTopas co3faHa (M co3faetcs)
B pAge CTpaH, MPUXOAUT K HeobXOLMMOCTU CO34aHus
crneuunanbHON KapTbl — FEHETMYECKOrO permcTpa, cogepxa-
ero O06bEKTWBHbIe, MOCTOAHHO [AOMOMHAOWMECS [aHHble
0 MLax, VMeLWMUX reHeTnyeckne aHomanuu. [eHeTuuec-
KWA peructp B KaXAOM KOHKPETHOM Cfyyae M03BOAUT
CYLUTb O CTEMEHU FeHEeTUYECKOro pucka.

Co3fjaHne reHeTM4eckoro perucTpa AUKTYeTcs npexge
BCEr0 NPOMCXOAALLMMK  AemMorpaduyeckuMy  U3MeHeHus-
MW — CHWKEHUEM POXAAEMOCTW, YBENUYEHWEM uYucna nnL
CPEAHEro 1 NOXW/I0ro BO3pacTa, YMeHbLUEHWEM uucna nuuy,
[eTOPOAHOro BO3pacTa, YBeNMYEHNEM KOAMYecTBa HOBOPOXK-
[LEHHbIX C FEHETUYECKUMU OTK/IOHEHUAMU U T. b, YUyeHble
CUMTalOT, 4YTO MCMNONb30BAHME T[EHETUYECKOro perucrpa
06nerunT npuvMeHenue pasnnYyHoOro pogda npodunakTude-
CKMX Mep U NO3BOANT MPOBOAUTL Y4YeT MX 3D(PEKTUBHOCTM.
FeHeTNYeCKNiA perucTp MOXeT O6biTb MOMe3eH ANnA Uenei
NNaHupoBaHWA MaTepuasnbHbIX CPeACTB Ha JiedeHue, MeH-
CMOHHOE 06ecrneyeHne, cofepXXaHne BGONbHbIX.

PacCcMOTpEHHbIi  MEAWULMHCKWIA  LOKYMEHT  SBASETCH
CBOEO6pa3HOM reHeanorMyeckoin KapToil pPOAOCAOBHOW U
0CO6EHHO Heob6X0AUM Bpauvy-reHeTUKy Mpu KOHCY/NbTUPO-
BaHUW MONOAEXMW, BCTynawLleli B 6pak.

FeHOTWN, 60ME3Hb, NeKapcTBo

MpaKTMyeckn Kaxpaoe naTuneTMe B MUpe M3JaeTca Ka-
Tanor ayTOCOMHO-4OMUHAHTHbIX, ayTOCOMHO-pPeLeCCUBHbIX
M CLUEMMEHHbIX C NonoM (B MOJSIOBBIX XPOMOCOMax) Hacneam
CTBEHHbIX MNPW3HAKOB 4enoBeka. W KaxAblil pa3 Ccrnmncok
HacnefACTBEHHbIX  60Ne3Heli 4YenoBeKa YBeNWYMBAETCH.
C uyem 31O cBA3aHO?

HoBble 60Me3HM MOABAAKTCA B CUNY MPOAO/KaloLLe-
rocs M3MeHeHWs reHeTMYecKoro matepuana (MyTauMOHHOro
npouecca reHoB). lMOBbIWEHME HAWWX 3HAHWI O 6uonorMm
yenoBeka W COBEPLUEHCTBOBaHME METOLOB ANArHOCTUKM
COBPEMEHHOW MeAMLUHBI TakKXe CrocobCTBYHOT «paclumpe-
HUIO» CMEeKTpa HacnefCTBEHHbIX Heayros.

KnvHnyeckoe onucaHMe MHOTMX HacnefCTBEHHbIX 3a-
6onesaHuii 6bIIO0 AaHO B AaBHWe BpemeHa. OfHaKo Henb3s
3abblBaTb, YTO B OKpYXalLleid Hac cpeae MNPoOUCXoanT
MOCTOAHHOE YBEe/IMYEHWE TaKux MyTarenHblX (akTopos,
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KaK pagvaums u pasfinyHble XMMuyeckue BewiectBa. My-
TareHHoe [eiCcTBME paguvaunm OTKpbITO euwle B 1927 rogy,
a XMMWYeCKMX BeLLlecTB ropasgo no3xe —B 1944 ropy,
npuyeM nocnefHue npeacTaBnsoT fJaxe 60MbWYyO onac-
HOCTb B CBA3M C WX OrPOMHbIM pasHoobpasvem W Konu-
4YeCcTBOM, a TaKXe B CWay TMOBCEAHEBHOIO0 W, Ka3anochb
Obl, HE3aMeTHOro AeiCTBUS 3TUX BELWECTB Ha LeNble MNo-
NynaunmM Yepes OKPYXalollyl cpegy — Body, Nully, BO3-
Ayx. XvMuUYeckme BellecTBa AENCTBYIOT 4Yepe3 WU3MEHeHwue
reHeTMyeckoro martepuana (MmyTtaumm) u akcnpeccunm (cte-
MeHW BblIpaXXeHWs) CYLEeCTBYHOLMUX FEeHOB.

Hay4Ho-TexHnYeckas peBoOLNS, paclinpsas Npon3Bos-
CTBEHHYHO C(epy 4enoBeYecKOoW [eATeNbHOCTU U M3MEeHss
YCNOBMA OKpyXXarwLwel cpefbl, MocTaBuna nepej reHeTu-
KOl 3ajayy onpeAennTb ONTUMasbHble YCNOBUSA Cpegbl
LN OMpefeneHHoro reHotuna. K HacTosAwemy BpeMeHU
yCTaHOBNeHO 6ofiee Tpex ThICAY TWUMOB MNPOMeccroHanb-
HbiX 3aboneBaHuii. MHOrME W3 HUX WMEIT FeHeTUYeCKoe
npeapacnosioxXeHue, MoaToMy OMNucaHwWe reHoTUNa noses-
HO AN nNpouNakTUKM  npoteccuoHanbHbIX — 3abone-
BaHWA.

3HaHWe reHoTUNa WMeeT 60/blIOe 3HAYeHUe U [Ans
neyeHns 60/bHbIX. Hanpumep, He BCEM /IIOAAM  MOXHO
NPUHUMAaTb HEKOTOpble JieKapcTBa B 0ObIYHbLIX Teparnes-
TMYECKMX [03aX, TaK KaK [aXe OAHOKPAaTHbIA WX Npuem
MOXET BbI3BaTb TsXeSible OCMOXHEHUS.

LLInpokoe NpuUMeHeHWe pasfNYHbIX CPeACTB flevyeHus
Mo3BOMIUNO BbIABUTL 6O0/bLUOE YMCNO HACNEACTBEHHbIX W3-
MEHEHWIA B aKTMBHOCTM (EPMEHTOB  (HacnefCTBEHHbIX
3H3MMO- 1 hepmenTonaTuid), y4acTByLWMX B MeTabonnsme
NEKapCTB W 3HAUYUTENIbHO W3MEHAIOWMX peakuuo opra-
HM3Ma Ha JIeKapCTBO: B OfHMX CAy4yasx NekapcTBo B 06blY-
HbIX TepaneBTUYECKUX [03aX BbI3blBaeT, B APYrnx — He
BbI3blBaeT fieyebHoro athdekta (To ecTb 6ecrnonesHo B npo-
uecce nedeHud). Mpu OTCYTCTBAM HACNEACTBEHHbIX 3H-
3¥MONaTUn BpaymM [OBOMIbHO 4YacTO He OTMevarT Tepanes-
TUYECKOro 3dekTa paga nekapcTs, 0COBEHHO npu Aau-
TeNbHOM UX BBefeHuM. OpHa W3 NPUYMH 34ecb Ta, 4TO
MHOIMe NIeKapCTBEHHbIE CPefCcTBa ABMANOTCA WHAYKTOpPaMU
MLLpoeoMaAbHbIX (PEPMEHTOB MeYeHu, KOTOpPble OCYLLecT-
BASKOT MHAKTWBALWMKD 6OMbLIMHCTBA NOCTynawwmx B Op-
raHW3M YYXXEepOAHbIX COELUHEHWIA, B TOM 4ucne U ne-
KapcTB. lMpy NOBbLIWEHHON AKTUBHOCTU MMWKPOCOMANbHbIX
(hePMEHTOB MEYeHU HEeKOTOpble NeKapCTBEHHbIe NpenapaTbl
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B TepaneBTMYECKMX [03aX HE O0Ka3blBAKOT HYXXHOro ahdekTa
n3-3a ObICTPOro BbIBEAEHUSA WX U3 OpraHu3ma.

WNHAYKUMOHHBIA 3((eKT neKapCTBEHHbIX CPeAcTB Npu-
MEHAT B feyebHON npakTuke. Tak, CTUMYAALMIO ak-
TUBHOCTM MMWKPOCOMA/bHbIX (EPMEHTOB MMEYEHU UCMNONb-
3yIOT C aHTUTOKCMYECKON LeNbl 15 YCKOPEeHUs BbiBe-
[0EHNS KaHUEepOoreHHbIX MONULUKINYECKUX YINeBOLOPOLOB,
a30TUCTbIX KpacuTenell W MHOTUX LPYTUX Uy)XXepOLHbIX
4N opraHvM3Ma coefvHeHui. TIpu  neyveHWuU CcCUHALpOMA
KylwunHra akTuBusmpytoLlee BO3JeliCTBME HA MUKPOCOMaSlb-
Hble (hbepMEHTbI MeYeHN OKa3blBaeT BbIPaXKeHHbIV Tepanes-
Tuueckmii athhekt. deHobapbuTan Kak WHAYKTOP MUKPO-
COMasIbHbIX (DEPMEHTOB MEYEHU WUCNOJb3YeTCA NPU NeYeHnn
(hPM3NONOrNYECKON >KENTYXU HOBOPOXAEHHbIX U 60/1e3HM
Xunbbepa. TMOHMXEHHas aKTUBHOCTb MMWKPOCOMA/bHbIX
(hepMeHTOB MeyeHU 0O6YCNOB/MMBAET 3aMefJjIeHHOe Bblfene-
HMe HeKOTOPbIX NEKApCTB M3 OpraHu3ma W NposoHrupyet
nx peictsme. AKTUBHOCTb MWKPOCOManbHbIX (epMeHTOB
MevyeHn JeTepMUHUPYETCHA TeHeTUYEeCKU. Y CTaHOB/IEHO, 4TO
MO0 CKOPOCTM MeTaboNU4YecKkol 3AMMUHALUK N0Aeld MOXHO
pasfennuTb Ha TpWU TPYnnbl: 6bICTPO, CpefHE U MeLeHHO
OKMCNAIOLLME NIeKapCTBEHHbIE Npenaparbl.

EcTecTBeHHO, 4TO MpW Ha3HauyeHUU 60ONLHOMY feKap-
CTBEHHOIO CpefCcTBa, MeTabonupytlollerocs MUKpocomalsib-
HbIMW (hepMEHTaMW MNeyeHu, Bpayu XoTenu Obl yUMTbIBATH
aKTUBHOCTb 3TWX (hepMeHTOB. B HacToswee Bpems nmno-
Ka3aHo, 4YTO AaKTUBHOCTb MWKPOCOManbHbIX (HEPMEHTOB
neyeHW y feTeil Bbllle, YeM Yy B3POCAbIX, TO €CTb Jle-
KapCTBEHHble CpefacTBa Yy  MOCNEAHWMX  BbIBOAATCH B
2,5 pasa ObicTpee, YeM Yy MepBbIX. Y MOXWUMbIX JOAeN
(60—85 neT) oTMevaeTcA CHMKEeHWe aKTUBHOCTM Ha3BaH-
HbIX (bepMEHTOB.

HekoTopble fleKapcTBEHHbIe MpenapaTbl NPOTMBOMNOKA-
3aHO MNPUMEHATb B OMpPeAeNneHHbIX BO3PACTHbLIX rpynnax.
Tak, aHTMOMOTMK TeTpauuknuH KoMuTeT no fekapcTsam
Akasemun neguatpos CLUA He pekomeHAyeT Ha3HauaTb
JetaM jo 8 net. Mcnonb3oBaHWe 3TOro fieKapcTsBa LeTbMU
[0 YKa3aHHOro BO3pacTa Bbl3blBaeT XXeNTOe OKpalluBaHue
3mManu 3y60B, MHrM6UpPOBaHME pOCTa KOCTEN, racTeposHTe-
pUTbl W [pyrve HeraTuBHble A5 OpraHusMa SBAEHMS.
Komutet no nekapcream Akagemuun negmatpos CLUA nog-
pobHO paccMoTpen 3aboneBaHUsA, NPU KOTOPbIX Ha3HayaeT-
CA TeTpauuKnWH, U npuwen K BbiBody, yYto B 80 % cny-
4yaeB 93TO CPeACTBO MOXHO 3aMEeHWTb He TO/MbKO MeHee
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TOKCMYHBbIM, HO U 6onee 3((HEKTUBHLIM J1eKaPCTBEHHbIM
npenapaTom.

B cBasn c 1em yto B CCCP B 1975 rogy wu3gaH ne-
pesof KHuru J1. MonnHra «ButamuH C n 340poBbe», a TakK-
)K€ HameyaTaHO HECKO/IbKO CTaTeli Ha 3Ty Temy, ynoTpeo-
neHve ButammHa C (aCKOPOGMHOBOA KWUCNOTbI) B CTpaHe
noayynuno LIMPOKOE pacnpocTpaHeHve ANA npegynpexge-
HUSA NPOCTYAHbIX 3aboneBaHnii. O4HAKO XOPOLIO W3BECTHO,
4yTO 4pe3mepHble f[03bl BUTamMuHa C 06ycnoBAuBardT 06-
pasoBaHWe OKcanaTHbIX KaMHEN.

bnarogaps poctuxeHuam meguuuHel B8 CCCP nnkeu-
LMPOBaHbl MHOrme 60ne3Hn. W Bce-Takum B CpefHEM KaX-
AblA YenoBeK OAWH pa3 B fABa roga 6oneet rpunnom, a Aetu
nopaxatTcsa NpoCTyAHbIMW 3a60MeBaHNAMUN TOpa3fo valle.
Kaxablil pebeHOK nepeHoCUT XOTS Obl 04HO WMH(EKLMOH-
Hoe 3abofieBaHMe: KOpb, BETPAHYK ocny, NapoTuT (CBWH-
KY), CKapnaTtuHy.

B TO Xe BpeMa HeKoTopble MOAM BOOOLE He 6onetoT
rpvnnom. B feTcKux KOMMEKTUBAX MOXHO BCTPETUTL Kpe-
Mblleid, BbI3blBAOWMX 3aBUCTb Yy OOMbWIMHCTBA MaM —
3TV LEeTW MpU NPSAMOM KOHTaKTe C HOCUTENAMU MHMEKLMN
He 3a6oneBatoT. YTO 3T0? YCTONYMBOCTb HEKOTOPbLIX re-
HOTUMOB K OMpefAeneHHbIM WHMEeKLMOHHbIM  3aboneBa-
HUAM?

[eHETMKM cuUUTaoT, YTO Takas YCTOMYUBOCTb, LEWCTBU-
TeNlbHO, BO3MOXHa. VIMMyHHasa cucTemMa 4YefioBeKa «Hauu-
HaeT paboTaTb» MNPW MH(PULMPOBAHUU €ro BMpycamu Wan
MUKpoopraHusmamm. OKasanocb, YTO MMMYHHas OTBETHas
peakuus opraHuama Ha WHMOUUUPOBAHME KOHTPOAUPYETCH
reHeTUYeCKn W B ONpefeneHHON Mepe cBAsaHa ¢ HbA-
(eHoTMnom. OfHaKo 34ecb HeOOXOLMMO YyuuUTbIBaTb M Cpe-
[oBol (rnaBHbIM 06pa3om nuuleBoil) (akTop. HepocTatou-
HOe Wnu HecbanaHCHPOBaHHOE MOCTYMN/AEHWE B OPraHu3m
6enKoB, BMTAMUHOB W MWKPO3NEMEHTOB MNPUBOAUT K MO-
BbILUEHHOW 4YyBCTBUTENbHOCTM €ro K WHgekuun. B cne-
LUManbHO MOCTaB/IEHHbIX OMbITaX MO 3apPaXeHUK XUBOT-
MbIX BWPYCOM HbIOKAC/ACKOW 60Me3HM OTMeYanochb YBenu-
YEeHWE CMEPTHOCTW CPEeAM >KMBOTHbLIX, NOMyYaBLINX MULLY
KaK C HefoCTaTOYHbIM, TaK M C U3ObITOYHLIM KOMMYECTBOM
6e/lka MO CPaBHEHMIO C TAKOBOWN Cpeau >XUBOTHBLIX C HOP*
Ma/bHbIM CcOogepXXaHuem 6efika B paLluoHe.

Takum 06pa3om, B HacTosllee Bpema nepej MeauLUH-
CKON reHeTMKOW Hapsgy C muccnegoBaHueMm (hakTopos, Mpu-
cylwmx cneunduyeckomy BO30yaMTeNto, CO BCeli OCTPOTOi



BCTana 3ajaya W3y4yeHMs HaCneACTBEHHON W cpefoBOi
KOMMNOHEHT  (CTOPOH)  BO3HWKHOBEHUS  MH(PEKLMNOHHbIX
3aboneBaHui.

eHHasi MHXXEHepUsi — YesioBeKy

3akaHuMBas paccka3 06 OCHOBax FeHeTWMKM YenoBeKa, Ha-
CNeLCTBEHHbIX 3a60/IeBaHUAX W NpouNakTuke wux, cne-
JyeT CKasaTb O HOBbIX HanpaBAEHUAX B JIEYEHWMW TEHHbIX
3aboneBaHWiA C WCMNOMb30BaHMEM METOAOB TFEHHOM WHXXe-
Hepuu. 3TO HanpasfeHUe MESULWHCKON FeHEeTUKWU BO3HUK-
N0 COBCEM HefaBHO, OAHAKO €ero MepcrieKTUBHOCTb He Bbl-
3blBaeT COMHEHWA. Tak, uccnefoBaHWA MOCNeaHNX neT
NPOAEMOHCTPUPOBANM BO3MOXXHOCTb 3(P(hEKTUBHONK paboThl
reHOB 4efioBeKa B OaKTepuanbHOl KneTke. [TeHHOMHXeHep-
Hble paboTbl NO3BOAWMAM CO3faTb GakTepuw, KOTOpble Bbl-
pabaTbiBalOT MHTEPPEepoH — 610KaTOp BUPYCOB, TOPMOH
pocTa, MHCYNWH U MHOrMe Apyrve npenapaTbl. JTW uccrne-
[0BaHUS NO3BOAMAM B psAfe CTpaH HauyaTb LUWPOKYHO
NpaKTUYeCKyl0 HapaboTKy HOBbIX /IEKapCTB.

C NOMOLLUBI0 TEHHOW WHXEHepUu MoAyYeH Lenblil psag
OMONOTNYECKN AKTUBHbLIX BELLECTB A1 MeAUUMHCKUX Le-
neir. Tak, CUHTe3NpOBaHbl OenKW, PErynupyroLline MMMYyH-
HblA OTBET, BELLecTBa C AHTMBOCMANWUTENbHLIM 3(PHEKTOM
AN CTUMYMPYHOLWME POCT W pasBUTME KPOBEHOCHbLIX CO-
CygoB u gp. B HacToswee Bpemsi BblAeNleHbl HECKOJIbKO
COT OefKOB M YCTaHOBNEHa WX MepBMYHaA CTPyKTypa —
nocnefoBaTe/lbHOCTb aMUHOKMUCAIOT, a 4Yepe3 reHeTUYecKui
KOJ CMHTe3npoBaHbl (COoBpaHbl) WX FeHeTUYecKne MaTpu-
Ubl. I HET COMHEHWIA, UTO B GAMXKaliMe rofbl C MOMOLLbHO
FEHHOW WHXeHepuu OyayT NOJlyYeHbl MHOrMe feKapcTea
HanpaBNeHHOro AencTaus.

KoHeuyHo, Henb3s 3abblBaTb, YTO «WCMPABEHME», WMN
«PEMOHT», TEHOB Y YesfioBeka MMeeT [Ba acrnekra — Tex-
HUYECKUA W 3Tuyeckuii. [MoKa npuopuTeT B pasBUTUU
npuHagnexuT nepsoMy. CneumanucTel fOKasanu, 4TO Tex-
HUYECKN paboTbl MO TFEHHOW WHXEHEPUW peasibHO BbINOS-
HUMbI. B KauecTBe y6eAuTenbHbIX [0KAa3aTeNbCTB MNocneg-
Hero NpuBOAATCA MPUMEPbl YCMEWHbIX 3KCMEPUMEHTOB Ha
XKMBOTHbIX — MblLUaX, KpblCax, KOpOBax, OBLax W 06e3bs-
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Hax. lMoKa3aHO, YTO Yy 3TUX XXMBOTHbIX B 4acTU KNeTOK
MOTyT paboTaTb «OTPEMOHTWPOBAHHbIE» TEHbl. TeXHO0rns
NnoNMy4YeHUs MOCMefHUX TakoBa: Ha CTaguu, Korga 3apo-
AblLL COCTOMT BCEro M3 HECKO/bKUX KNEeTOK, ero M3BfeKawoT
(vauie Bcero BbIMbIBAKOT) M3 OpraHU3Ma MaTepu; 3aTem
KNeTKN pasbeAVHAT U B SApa KaxAoW W30/IMpPOBaHHON
KNeTKN BBOASAT TeHbl-MaTPuULbl, OTBETCTBEHHbIE 3a CUHTE3
HY)XHOrO npuW3Haka WAu cBoiicTBa. B pesynbTate nony-
yatoTcs KMeTKW C HamnpaBfieHHO W3MEHEHHbIM TeHoM. Ta*
Kne KNeTKX BO3BpallaldT B OpraHu3m MaTepu, W 3apofblLL
npoAo/MKaeT pa3BMBaTbCA MO 0ObIYHOW CXeMe, OfHaKO Ha
CBET TMOSIBNAETCA )KMBOTHOE C  «3anjaHMPOBaHHLIMU»
CBOWCTBaMM.

Yxe ceilyac B psfe nabopatopuii yyeHble MOAYYUN
MbILLEA pasMepoM C Kpbicy. B 3TWX 3KCNepMMEHTaNbHO
CO3/laHHbIX 0CO6sIX «paboTaeT» reH, CUHTE3UPYHOLLNA Kpbl-
CUHbI/i TOPMOH pocTa. BbiBefieHbl Takune KOPOBbI U OBLibl,
B MOJIOKE KOTOPbIX COAEPXUTCA 6OMbLUIOE KOMMYECTBO WH-
TephepoHa — 6/10KaTOpPa BUPYCOB, UHIMOUTOPA TPUMNCUHE —
BEL,eCTBa, HEOOXOAMMOTO AN XMPYPruun, akTuBatopa nnas-
MOreHa W MHOTMe Apyrue LEHHble JIeKapCTBEHHbIe Mpe-.
napatbl. W XOTs 3TuMyeckas CTOPOHA FEHHON WHXEHepuu
noka ocCTaeTcsi MpobiemMaTMyHOl, MNPaKTUYECKU 3TO Ha-
npaBfeHWe TeHeTUKW BMNIOTHYH MOAOWAO K MefAuLMHe.

Fhasa 7

O6LecTBO: Npobnembl, byayuiee

HauunoHanbHOCTb, A3bIK, Ky/abTypa

Kak M3BeCcTHO, 4efl0BEYECTBO COCTOWUT M3 Tpex pac — 4ep-
HOI, 6enoii 1 XXeNnTol, Mexay KOTOpbIMU CYLLECTBYHOT BCe-
BO3MOXHble nepexogbl. OTAenbHas paca, B CBOW O4vepefb,
COCTOUT M3 MHOXECTBa HaluiA.

MpumepHo 20 net Haszag KomuTeT no HauMOHaNbHO-
cTam npu OpraHmsaumm O6beAnHeHHbIX Hauwii nposen
WHTEPECHbI 3KCMEpPUMMEHT — WCCnedoBan CTPYKTYpy Ta-
NaHTAMBOCTU OCHOBHbIX Haulii nnaHeTbl (BbIGOPKKM CO-
cTaBnanu 6onee 1 mnaH 4en.). Okasanocb, YTO HU OfHa
M3 HUX HE WUMEeT KaKMX-TMb0o MpenMMmyLecTs Mo 3TOMY
nNpu3Haky. A MO3TOMY HW OfHA W3 HAaUWA He VMEEeT Hu-
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KaKux OCHOBaHWii MpeTeHAOBaTb Ha MPUOPUTETHOE MOJO-
XKEHME cpean Npoyux HapofoB. Mo noruke, NPeBOCXOLHbIX
pac TakXe HeT.

HeobxoaMmMo MOAYEPKHYTb, 4YTO BCe HaUWW W HapoA-
HOCTW He ABMAKOTCA «YMCTbIMU» fa WU He MOFyT TaKOBbIMM
OblTb, TaK KaK «4unCTOTa», 61arofaps HaKOMIeHU B Mat-
puuax neTanbHbIX W MONY/eTa/ibHbIX FEHOB, [ABHO MNpwu-
Bena 6bl K BbIMWPaHWIO HapofoB. [lokKas3aHo, 4To KO3(hdu-
LUMEHT CMelleHNa Hauwii [OBONbHO 3HAYUTENEH U WMeeT
YCTOMYMBYKO TEHAEHUMIO K YyBenmyeHuto. 1o nporHosam
reHeTMKOB, npoigeT Bcero 40 NOKOMEHWUIA (CuMTaeTcs, 4TO
Yy 4efnoBeka MOKONeHWe B cpefHeM AnuTca 25 neT) U BCe
Hauum cmewaroTcs. YenoBeyecTBO MOYEPHEET W MNpULy-
putcs. JTO npon3oinger 6narogaps TPeM MenaHWHOBbIM
reHam, OTBETCTBEHHbIM 3a TEMHOTY KOXW, W [BYM TreHaMm,
OTBETCTBEHHbIM 3a Y30CTb [fla3. JTW TeHbl [JOMWUHAHTHbI,
OHWM XapaKTepHbl [N 4YepHOM W XEenTol pac, KOTopble
B KO/INYECTBEHHOM OTHOLLUEHMM MNpeobnagaloT Hag 6enoi
MW UMET TEHAEHLUMI0 K [ajbHelilleMy YUCEeHHOMY pOCTy.
B utore — eBponeiickuii heHOTMN GyaeT Bce Gonee TepsATb
CBOM XapaKTepHble 4epThl.

Mpn cmelweHUM Hauuin (a 3HA4YUT, U OFPOMHeNLIEero
pa3Hoo6pa3ns (PeHOTMNOB) BEPOATHOCTb [OMO3UIOTHOCTM
(04MHAKOBOCTM reHeTUYECKMX MaTpuL, oTua M MaTepu) 3Ha-
UMNTENbHO CHWU3UTCH, 4YTO, B CBOK OYepedb, CHMU3WUT BEPOAT-
HOCTb HacneACTBEHHbIX 3aboneBaHWiA. 3[0pOBbe 4enopeue-
CTBa YNYYLUNTCH.

[ns wanocTpauum CKasaHHOrO NPUBELEM  HECKO/IbKO
NPUMepOB.

ABTOpY faHHbIX CTPOK YyAanocb YcblwaTb OYeHb Mo-
YyUMTeNbHbIA pacckas Bpadva-AkyTa O TOM, KakK 78-1eTHuii
BOX/b NAEMEHN HebonbLIOW HapogHocTu (okono 1000 ue-
NOBEK), KoueBaBlei B Hauyane 70-x rogoB Hawero cTo-
NeTna Mno CeBepo-BOCTOYHOMY nobepexbio CesepHoro Jle-
[LOBUTOr0 OKeaHa, MpuleN K 3aK/IYeHU 0 Heob6XxoLumo-
CTU CMELUEHMSA ero Hapoga C ApyrumMu Haumamm {«Ham
Hy>KeH MpuUAMB 4y>koin kposu}»). 3a nocnegHue 10 ner
B €ro njaemMeHu, XMBLUEM B U30ASALMMK C APYTUMU HApOAamu,
ymMepnnm Bce poavBlivecs petv. CTapuMK He KOHYal YHK-
BEPCMTETOB, HO ero MyApOCTb MO3BOAMMA HAWTW NpaBuib-
HbIA MyTb K CMAaCEHWIO MIEMEHN.

B kHure LLTepHa «OCHOBbI FEHETUKW 4efloBEKa» Mpwu-
BeEH npuMep O eBpesx, BblexaBwux 6onee 100 net Hasag
n3 Poccum n Monbwn B CLUA n KaHagy v B cuny CTpo-
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roro cobnfeHns Npu BCTYM/IEHMM B OpaK Tpex Hes3bl6-
NEMbIX ANA HUX MPUHLUNOB — NPUHAANEXHOCTb >KEeHMXa
N HEeBeCTbl K OAHOM HauuW, K O4HOW pPennurum, KacToBOCTb —
MMEKLWNX CPean NOTOMKOB BbICOKMIA MPOLEHT neTanbHbIX
3aboneBaHuii.

TpeTtunii npumep. B AnNoHMM NO CylLeCTBYHOLEMY 3aKO-
HogaTenbCTBY OTel, BblfaBas [LOYb 3aMyXX, [OJ/DKEH Bbl-
JENNTb HOBOW CEMbe Y4acTOK 3emnin. YTobbl «He pacmbl-
NATb» CEMEWHOro 3emfeBnafeHns, 4YacTo >XXEHUXOB U He-
BeCT MoabupatoT cpean pPoACTBEHHWMKOB. Ho npupopgy 06-
MaHyTb Hefb3d, M B TaKMX CeMbsIX HabnogaeTcsi peskoe
MOBbILEHME YKCNa HacNeACTBEHHbIX 3ab0/eBaHuiA.

He HanpacHO wu3gpeBne 6/1M3KOPOACTBEHHbIE OpaKm
6blIM  HexenaTenbHbl. J1lOAM U3 HAOMOAEHUA 3HaNM — B
Takux 6Gpakax MOMHOLEHHbIX MOTOMKOB He 6yaeT. A B Ha-
cToslee BpeMs MNpPaKTUYECKUM BO BCeX CTpaHax O/M3Ko-
POACTBEHHble OGpaKy 3anpeLieHbl 3aKOHOM, He OCBSLLAlT-
CS LEPKOBbIO.

NTaK, B MUPe MPOMCXOAUT HEU3BEeXHbI NpoLecc cme-
WeHUs Hauuil. KoHeuyHo, Mpu3Haku, MpUCyLiMe KOHKpeT-
HbIM HauusM, B 3TOM npouecce 6yayT MMeTb TeHAEHLMIO
K cTupaHuto. OAHaKo LiMpoYaiiline coYeTaHUs OrpOMHOrO
KOMMYecTBa reHoB o06ecrneyaT MOSBAEHWE HOBbIX MpPU3HA-
KOB. VIHbIMM CMoBamu, Ha CMeHY OfHWM MNpu3HaKam Mpu-
OyT ApYrue, 04HO KauyecTBO nepelifeT B Apyroe. (Bcrom-
HWM: BCE TEYET, BCE M3MeHsieTcs.)

A3blK — CBOWCTBO Hauuu. $3blK — CPeACTBO 06LLEHMS.
Mpn cTWpaHMK TpaHeid MexXAy HauuMsgMU fOTMYHO FOBO-
PUTb O CTUPaHUWU TpaHeiln M Mexay S3blkamu. YxXe celivac
B KaXAOM HalWMOHaNbHOM f13blKe NMPUCYTCTBYET OYEHb MHO-
ro CNOB «YY)XOT0» MPOMCXOXAeHUs. C ycnexamu Hay4Ho-
TEXHUYECKOW PeBO/OLMM B MUPE MOSABAAOTCA HOBble Tep-
MWHbI, ¥ CNOBapHbI 06MEH MeXAy HauuaMu ycunusaeTcs.
Mo-BMAMMOMY, MOXHO npegnonaraTb, 4TO B OyAyLWEM uye-
N0BEYECTBO OyfeT MMETb OAMH A3blK, CO3[aHHbIA Ha Oc-
HOBe f3blka Hauuu, 3ajatolleii TOH B O06OLLEM BKnage B
MWUPOBYHO LMBUAK3ALMIO.

KcTtatu, maTemaTuKy, My3blKy (B TOM 4UMCNe HOTHYIO
rpamoTy), >XMBOMWCb MOXHO CUMTATb CBOEO6GpPa3HbIMY
A3blKaMW  MEXAYHAapPOAHOr0 O6LEHMSt — OHWM  OJ4UHaKOBO
MOHATHbI BCEM HauMsaM W obecrneynBaldT 06MeH BbICOKO-
WHTENNEKTyanbHOl MH(hopMaLneld, YyBCTBAMM — TaK Ha3bl-
BAaeMOi TOHKOI MaTepueil.
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HecKo/IbKO CMoB 0 KynbType.

KynbTypa, Kak u A3blK, guHamu4Ha. OHa pa3BuBaeTcs
KaK Brnybb — Ha OCHOBe Tpaguumii, o6bl4aeB HaLWi, Tak
N BWWPb — BMNWUTbIBAA B Ce6A Ny4ylwime [AYyXOBHbIE LEH-
HOCTW pasHbIX Hauuid. Tllpouecc CcOAMXKEHUA KYNbTyp
00yCcnoBnMBaeTCa W paclUMpPeHMEM  MeXHauMOHanbHOoro
obMeHa BO BCeX 06/1aCTAX COBPEMEHHOM XM3HW. HakoHel,
npu CcONMXEHUW HaUWin KynbTypbl KakK CBOMCTBa Hauuu
TakKXXe WCMbITbIBAOT B3aMMOMNPOHUKHOBEHWS.

VTak, CMeleHne Hauuin — BO UMSA U3BeXaHUs BbIMU-
paHus u4enoBeyecTBa — Heobxoaumo. C Apyroii CTOPOHBI,
CMEeLLEHMe Haunili n 06yCNnoBNEHO TeM MNaHeTapHbIM MNpo-
LLeCCOM BO3pacTaHMA 3HTPONUKU, TO ecTb YCPELHEHUA Xa-
PaKTEPUCTUK OOBEKTOB CPeAbl, KOUM OXBayeHbl BCE BUAbI
mMaTepum Ha 3emse, B TOM YWUCME U YeoBeK.

Mnoxo 3TO WAM XOpOWO — 3TO YXXe 0cobblli  Bonpoc.
W pasroBop 3A4ecb AO/MKEH ObITb ApyruM. A Ans Npupoabl
Takoro Bompoca He cyulectByeT. OfHako ANA Hee Xapak-
TepHa MCTWMHA: Npupofda He TepnWT paBHOBECWSA, HO CTpe-
MUTCS K PaBHOBECMIO.

be3sonacHocTb cpeabl obuTaHusA

MwupoBoii onbIT nokKasan, 4TO CO3fJaHHble YEeN0BEKOM U
npumeHseMble B 60nbWINX MacliTabax B Hapo4HOM XO3fii-
CTBE NECTMLMAbI HAHOCAT BCEMY >KMBOMY Ha 3emje Orpom-
HbliA, MOKa B MOMHOW Mepe HeOLEHEHHbIA, ypoH. OCHOBHOWA
MPUYUHOA Nary6HOCTU 3TUX ALOXMMUKATOB SABNAETCA 0OLY-
HOCTb CTPOEHWA WX K/NeTOK W TFeHeTUYEeCKUX MporpamMmm
BCEW XXMBOW MaTepuum — OT OLHOK/IETOYHbIX OPraHU3MoB A0
YenoBeka.

PaHee Mbl yKa3blBanu, YTO reHeTMYeckas matpuua Beex
BUJOB >XVMBOW MaTepunm COCTOUT W3 OfHMX M Tex >Xe Ye-
TbipeX OCHOBaHuii, Bxogawmx B AHK, a oTanume no KoH-
KPeTHbIM BUAaM 3aKNKOYaeTCHd TOMAbKO B Pa3IMYHON Oue-
PeAHOCTM 3TUX OCHOBAHWIA B ONpeAeneHHbIX reHax, KOHTPO-
AVpYOLWMX NpusHaku. bonee Toro, oTAeNbHbIE reHbl (OKO-
no 1000 nap HyKneoTMAOB) KWLIEYHON Masouykum Mo oue-
peaHOCTM OCHOBaHMn abCOMOTHO MAEHTUYHbI C FEHOM Ye-
NoBeKa. Ha MpoTsXXeHWW MHOrMX MUAAMOHOB fieT npupoga
TWaTteNbHO OT6WMpana Hambonee YyHUBepcanbHble TreHHbIe
ONOKW, N 3TN «3arOTOBKM» OLMHAKOBO 3PHEKTUBHO UCMNONb-
3yl0TCA KakK y 06akTepuil, Tak M y 4enoBeka. B Takom
cnydvae, ecnu repbuumg, WHCEKTUUMA, QyHruuug, soouug,
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jeonvaHt U T. 4. BpeAHbl GakTepuam, rpubam, Haceko-
MbIM W XXWBOTHbIM, TO, UCXOAA W3 MO3ULWIA POACTBA BCErO
XUBOTo Ha 3emfe, 3TOT NecTULMG He MOXeT ObiTb 6e3-
BpeLeH W [ns 4YenoBeka.

Bce mecTuumabl npefcTaBnsoT coboi hU3MOMOTMYECKN
aKTMBHble BeLLECTBA M B pa3HOl CTEMEHU B KOHLeHTpa-
LUAX, NPUMEHSAEMbIX B ObITY M NPOW3BOACTBE, SBAAKOTCA
6nokaTopamun, UHrMOGMTOPaMK, TEeHEeTUYECKUMWU WHAYKTOpa-
MW, MyTareHamu, KaHLeporeHamum u TepatoreHamu. [lo-
najas B OpraHWM3M 4efioBeka W «BCTpauBasicb» 6Gnaropgaps
O6LLHOCTM CTPOEHUA HA KNeTOYHOM YPOBHE B €ro reHeTu-
YECKWUiA maTepuasn, MecTMUMAbl aKTUBHO HapyllarT nocnes-
HWUIA N TakKMM 00pa3oM HAHOCAT 3HAUYMTESNbHbIA YPOH 370-
POBbLIO XUBYLLUX W MOCAEAYIOWMX MOKONEHWIA.

K atomy cnegyeT A06aBUTb, YTO NMECTUUMAbI OYeHb CTa-
6UnbHbI. Bpems Mx pasnoXXeHus BecbMa MPOLOMHKUTENbHO
M 0COBEHHO B pailoHax O KOPOTKMM BeretayvMOHHbIM Mepuo-
LOM M B BOHax CyXux CTenei. VI3BEeCTHbl cnyvau, Korpa
B X03dlicTBax BOKpPYyr r. KpacHospcka MCMonb30Baanch
repbuunabl Ha nonax 3a 3—>5 NeT [0 BblpaliMBaHUA 3[ech
OBOLWHbIX KynbTyp (KanycTbl, CBEKNbl, MOPKOBM U fAp.).
AHanu3 nokasan, 4YTo CofepXKaHue NecTuuMioB B OBOLLAX
npu y6opke npeebiwano MAK B 5—15 pa3. Opyroi npu-
Mep: 3a Tpu roga A0 3aKfafjku nnaHTayMm MuHgans B
Mongaeuu B none MNOL KyKypy3y MO TaK HasbiBaeMoii
WHTEHCUBHON TEXHOMOrMM OblNM  BHECEHbl repouuuabl;
B CWJly CYXOCTU MOYB ALOXMUMUKAT B HYXXHbI/ CPOK non-
HOCTbIO HE PasfoXusca, 4Yto NpuWBeno K rubenu nocagok
LIeHHeMLWen opexoBOi KyNbTypbl.

C KaXAblM rofoM KOMMYeCTBO BHOCUMBIX B MOYBY Mec-
Tmungos B CCCP Bo3pacTtaeT. Mo faHHbIM WM3BECTHOIO 3KO-
nora 4n.-kop. AH CCCP A. B. f6nokoBa, B 1986 rogy
B CCCP B cpefHeM Ha rekrap nawHW BHOCW/IOCb MO 2 KI
nectmuuaos; no nnaHam 1990 roga 3To KOJIMYECTBO YABOUT-
ca. A B pailoHax X10MKOCesHWs Macca MecTULUAOoB YXKe
B HacToslee Bpemsa npesbicuna 200 kr Ha rekrap. [lo-
cnefHee SBAAETCA MPUYMHOA TOro, YTO HAceneHuWe 3TUX
paiioHOB BO MHOrO pa3 uYalle >XuTesneid APYrux pernoHoB
UMeeT 3ab60/iIeBaHUA MEYeHU.

HayuHblli nogxog TpebyeT BCECTOPOHHErO0 W3y4yeHus
No60oro HOBOrO XMMUYECKOro BellecTBa Mepes Tem, Kak
BHEAPATb €ro B HapoAHOe XO03[MCTBO, B cpeay 06UTaHuUA
yenoseka. [ns 3TOro Heo6XOLMMO MNPeXAe BCEro U3ydnTb
MyTareHHble (Ha FeHHOM, XPOMOCOMHOM W F€HOMHOM YPOB-
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HAX), KaHLEepOreHHble M TepaTOreHHble CBOMCTBA, a TakXe
nepuof MofIHOro pacnaja faHHoro BelecTsa. Heo6xogumo
cAenatb TOYHbIe HayYHble 3aK/IOYEHUA O TOM, CMOCOOHO
NI HOBOE BELLECTBO MOBPeXAaTb HACNeLCTBEHHbIN MeXa-
HU3M, BbI3bIBAET /M OHO POCT PaKOBbIX 06pas3oBaHWii U,
HaKOoHeL, OTpaBfsfieT AN KAETKW U MPU KaKUX KOHLEeHTpa-
uusax. [poBepka MoKasana, 4YTO Ha HACTOAWMIA MOMEHT
Bce 6€3 WCK/YeHWs MpUMeHseMble B HapoOAHOM XO3fli-
CcTBe repbuumabl 06nagaloT 60MbLIOA MyTareHHOW aKTuB-
HOCTbIO.

MupoBas npakTMKa MOKa3blBaeT, YTO CTEMEHb W3Yy4eH-
HOCTW BHEAPAEeMbIX B X034/CTBO NECTULMAOB KpaiiHe Mana.
Hanpumep, 8 CLUA Tonbko 10 % mcnosib3yemblX A40XUMU-
KaToB OblNO MPOBEPEHO Ha MyTareHHy, 38% — Ha KaH-
LIEPOTreHHY0 aKTUBHOCTb U 40 % — Ha TepaToreHHble CBOI-
ctBa. B CCCP nonoxeHue B 3TOM nnaHe eule Xyxe. Jlabo-
patopun [ockomrugpomera CCCP u3 500 npumeHsemMbix
B HapoLHOM X03A/icTBE MeCTULMAOB CNOCOOHbLI KOHTPOAUPO-
BaTb NUWb MeHee 25. K TOMY e (haKTU4Yeckn HW B OfHOM
CTpaHe MecTULMAbl He MNPOBEPAKTCS KOMMIEKCHO — Ha
MyTareHHblli, KaHLEPOreHHbI W TepaTOreHHbIn 3PGeKThI,
NMPUUYNHON Yero SBASETCH [0CTaTOUYHAs C/NOXHOCTb W Tpy-
[JOEMKOCTb TakKMX aHanv3oB. [leno OCnoXHSAeTca TeM, 4To
KOMMJIEKCHbI aHann3 HeobXO4MMO OLHOBPEMEHHO MpPOBe-
pATb Ha b6akTepusx, pacTeHUsX W KynbType TKaHei ue-
NoBeKa.

B nmocnegHee BpemMs MOSIBUIOCH OYEHb MHOFO MHGOpMa-
UMM 06 onacHOCTU ANS 340POBbA YesioBeka TaKUX XUMM-
YeCKMX NpenapatoB, KaK HUTpaTbl U HUTPUTLI. B yem cyTb
3Toli nNpo6nemsbl?

Bo-nepBblX, B CENbCKOXO3A/CTBEHHOE MPOU3BOACTBO
C KaXAblM rogomM MnocTynaeT Bce O6O0MbLIWIA aCCOPTUMEHT
MUHepanbHbIX YAOOPEHMA. YCTaHOBAEHO, 4TO 0MNacnocTb
BHECEHHbIX HWUTPATOB W HUTPUTOB TeM 6OfblUE, YEM MEHb-
e OHWM cbanaHCMpOBaHbl C APYrMMMW 3/1eMeHTaMu nuTa-
HUA — kanuem u Qocgopom. OTcrofa cnefyeTt, 4To yao6-
PEHUS BHOCUTb HY)XXHO KOMMIEKCHO, 3Has 3amnac pasHblX
3NeMEHTOB NuTaHus. [locnegHee, Kak MokasbiBaeT Npak-
TUKa, COOMOAAETCA, K COXANeHWI0, [aneko He B KaXoM
cnyuae.

Bo-BTOpbIX, HUTpPaTbl NOA BO3AEACTBMEM MUKPOMIOPLI
KMULIEYHMKa TMpeBpalialoTcs B HUTPUTLI, a TocnegHue,-
B CBOK 0OYepedpb, B3aMMOAEWACTBYS C FeMOrno6UHOM KPOBWU,
NepeBOAAT XXenes3o W3 [BYXBa/NeHTHON0 B TPeXBa/eHTHOe
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COCTOSIHME, CBOWCTBEHHOE MeTreMorfnobuHy, He o6nagato-
LWeMy CnocoB6HOCTLIO MEPEHOCUTb KWUCNOpPoL W, Takum 06-
pa3oM, CWIbHO 3aTPYLHAIOLLEMY TKaHEBOE AblXaHue.

B-TpeTbuX, U36bLITOK HUTPaATOB MPUBOAUT K 06pa3oBa-
HUK  HUTPO30aMWHOB — CUJIbHbIX MYTAreHoB W KaHuepo-
reHoB, 06 OrpOMHOM Bpefe KOTOPbIX A1 OpraHu3ma roBo-
punochb BbiLe.

Kak BMAauM, BHeceHWe a30THbIX YA0OpeHniA 6e3 npeg-
BapUTENIbHOIO aHafiuM3a MNoYB M TOYHOr0 3HaHUA 3anacos
Kanua n gochopa MOXET UMeTb NOCAeACTBMA BeCcbMa nna-
YeBHbIE.

A MOXHO NN CHU3NTb HEraTMBHOE BO37JeiCTBME Ha Op-
raHnM3M pPacCMOTPEHHbIX Bbllle A40XUMWUKATOB? bBe3ycnos-
HO! 3T0O — NpMMeHeHne HayyHO O0OGOCHOBAHHbLIX CEBO0OBOPO-
TOB; MpeKpaliene BHECEHUS B MOYBY BMeCTe C OpraHude-
CKAMU YLOOPEHUAMU COPHAKOB (CKNagbl HaBo3a, Kak npa-
BU/I0, «MUTOMHWKM» COPHSIKOB); MCMOJ/Ib30BaHWEe 6KMONOrU-
YeCcKMX MeTOA0B 6OpbObl C BPeAUTENSIMM CENbCKOrO XO3Si-
CTBa; HAKOHel, MPUMeHeHWe COPTOB CO CheunanbHbIMU
reHamm YCTOMYMBOCTM K BPeauTEeNsiIM WU OGONE3HAM.

B koHue 1988 roga B Mockee cocTosnock BcecorosHoe
COBelyaHne, MOCBALLEHHOE MEpPCreKTUBamM pas3BUTUA TeHe-
Tnkn B CCCP. Ha aTtom coBelwaHun aBTOp AaHHbIX CTPOK
NpeanoXun ceou NPUHUMMbI OLEHKU TeHeTUYecKoh M TOK-
CUKO/OrMYeCcKoi 0nacHOCTM (hakKTOPOB OKpYXXatolleli cpefbl
M Hay4yHOro nogaxoja K yctaHosneHuto MAK v pagnaymoH-
HON aKTUBHOCTW, CNOCOGHbIE peasbHO OMucaTb 3KOMOrW-
YECKYK CUTyauuio.

C yuetoM HOBbIX npuHuunos MAK nectnunpos, HU-
TPaToB U HUTPUTOB [O/HKHA ONpPefeNsaTbCA He «Ha r/1a30K»
(KaK 3TO UMeeT MecTO B HacTosllee BpeMs), a UCXOAs W3
3KCMEPUMEHTANbHbLIX AaHHbLIX, MOJYYEHHbIX Ha 6GakTepusx,
pacTeHUAX U KynbType KneTok yenoseka. Mpu stom MAK
necTMUNLOB [O/MKHbI OblTb HA MOPSAKM HUXE KOHLEeHTpa-
LW, BbI3bIBAKOLINX AOCTOBEPHOE MOBbILIEHNE MYTareHHOro,
KaHLLepOreHHOro ¥ TepaToreHHoro 3MekToB. VIMEHHO Ta-
KO MNpuHLMN Heobxogumo cobngaTtb Npu YCTaHOBAEHUU
MAK, 4tobbl 06e30macuTb BCeX NHOAEN, 3HAUYNTENbHO pas-
IMYAKOLLNXCA MO CBOEA «HOpPME» peakUMn Ha pasHble Xu-
MUYECKME BeLLecTBa.

M KOHeYyHo >Xe, Kpome 3ab0oTbl O COGCTBEHHOM 3[0-
pOBbE, YE/0BEYECTBO [O/MHKHO MOMHWUTL O Cpefe 06uTaHus
rpagywmx nokoneHmit. OcTaBUTb 3Ty cpeay MOTOMKaM
3KONOrMYeCcKN YncToli — 6naropofHas 3agavya COBPEMEHHbIX
XWTenein nnaHeTsl.



Cnoeapb TEPMUHOB

Annenn — HacneAcTBeHHble  3afaTKuW  (reHbl), PacnosioKeHHble
B OAMHAKOBbLIX y4acTKax FOMOMOrUYHbIX (MapHbIX) XPOMOCOM
N onpefensioolime HanpasfieHWe pa3BUTUS OAHOFO W TOro
e npusHaka.

AHadasza — ofjHa U3 CTaguii MMUTO3a W Melio3a, B TeYeHWe KOTOpOW
XpomMaTufbl WAM XPOMOCOMbI, COefMHEHHble B Mapbl, pacxo-
JATCA K pasnbiM Mosocam.

AHeynnonabl — KNeTKNU WAN OpPraHusmbl, Y KOTOPbIX YMWCA0 Xpo-
MOCOM He SABMIIETCA KpaTHbIM raniougHomy Habopy.

AyTocoma — 06blYHasA, Hemnonosas, XpPoMocoMa.

[ameTa — nofoBass K/eTKa (KeHcKas WAM MyXCKas) C oauHap-
HbIM HabopOM XPOMOCOM.

eH — yyacToK XpoMocOoMbl, 06najawuwnii onpefesieHHON 6ruoxu-
MUYecKol  (yHKUMel 1 oKasblBawWMWii cneyugryeckoe
BAIVSIHME Ha NPU3HaKU W CBOCTBA OpraHusma.

[eHOTMN — cymMMa BCex TFeHOB oOpraHu3ma, WauW Hac/ieAcTBeHHas
KOHCTUTYLUS.

eTepo3nrota — ocobb, fAawlolias HeCKONbKO TUMOB TeHeTUYecKu
pasnMYHbIX MOM0BbIX KETOK; 3TO 06yC/I0BNEHO Tem, 4To
COOTBETCTBYIOLLME JIOKYCbl €€ FOMOMOFMYHbIX XPOMOCOM CO-
[epXaT pasfnyHble annenu.

[TOMO/IOTMYHbIE XPOMOCOMbI — IBE OfWUHAKOBbIE XPOMOCOMbI KaXfo-
ro Tmna (y nOAUNMAOWAHbLIX OpraHM3MoB — 6onee [ABYX);
XPOMOCOMbI CYMTAIOTCSH TFOMOSIOTUYHBIMU, XOTA OHU  MOTYT
pasnmyatbcA Mo psAgy reHoB.

Cpynna cuenneHns — COBOKYMHOCTb BCEX FEHOB, JIOKA/IM30BaHHbIX
B OfHOV XPOMOCOME.

[Jeneunsa — cTPYKTypHOe W3MEHEHWe XPOMOCOMbI, NPV KOTOPOM
noTepsH BHYTPEHHWI Y4yacTOK B OJHOM W3 [BYyX Mey
XPOMOCOMblI.

OHK — ge3okcMpuboHyKnemHoBas KucaoTa.

[JoMynHMpoBaHue — ABMEHWE, NPU KOTOPOM OAWH W3 annenen re-
Tepo3nroTbl  (4OMWHAHTHbIN) OKa3biBaeT 6o0fiee  CUJIbHOE
B/INSIHWE Ha COOTBETCTBYIOLWA nNpu3Hak ocobu, 4yem peliec-
CUBHBbIA.

Aynnnkaumnsa — CTPYKTYPHOE W3MEHEHWe XPOMOCOMbI, MpW KOTO-
pOM OfWH W3 YYaCTKOB MNpeACcTaB/ieH B XPOMOCOMHOM Ha-
6ope 6onee ofHOro pasa.

3urota — Knetka, obpasytowadacs nNpu CANAHUM ABYX ramerT.

130xpoMocomMa — XpoMocoMa C ABYMS TeHeTUYeCKW WAEHTUYHbIMU
(oguMHaKoBbIMKM) Nnevyamu; MNOABNSAETCA B pe3ynbTaTe He-
NpaBW/bHOrO Aefenns LEeHTPOMepbl.
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MHBepcns — M3MeHeHWe B MOMOXEHUN XPOMOCOMHOr0O y4acTka, npwu
KOTOPOM OH NOBEPHYT Ha 180°.

MHTepceKC — MHAMBUA, 3aHMMatoWMniA NPOMEXYTOUYHOe MOMOXeHUe
MeXay CaMKOM 1 camLoM.

MHpopmaunoHHaas PHK — PHK, nepeHocAwas uHpopmauuio ot
reHoB K pmbocomam, B KOTOPbIX MPOUCXOANT CuHTe3 (c6opka)
6enka.

KapnoTnn— coBOKYMNHOCTb O0CO6EHHOCTE XPOMOCOMHOIO KOMMJIeK-
ca, KacawLlnxca yucna n ¢Gopmbl XpPOMOCOM.

Knon — cOBOKYNMHOCTb BCEX MOTOMKOB, MOMYYEHHbIX OT OAHONA
MNCXOAHOW 0C06M MNyTem BeretayMoOHHOrO0 PasMHOXEHWUS WK
anoMUKCUYeCKOro o6pasoBaHWA CEMSH.

KofoH (TpMnnet) — TpuM OCHOBaHUA, KOAMpYlOLMe OAHY aMuHO-
KNCNoTy.

NeTanbHbI TeH — reH, Hananyume Kotoporo (0co6eHHO B FOMO3UrOT-
HOM COCTOSIHWM) MPUBOAWT OpraHu3m K rubenu.

JIoKyC — MecTo B XpPOMOCOMeE, B KOTOPOM PaCMO/0XeH TFeH.

Melio3 — pefyKUNOHHOe f[eneHue fAgpa, NPU KOTOPOM YMUCIO0 Xpo-
MOCOM B KJ/eTKe YMeHblLlaeTca B 2 pasa; B Tedyenue
Meiio3a AP0 AenUNTCA ABaXKAbl, a XPOMOCOMbl TO/IbKO OAWH
pas.

MeTagasza — cTagua Meiiosa (MUTO3a), B KOTOPOW XPOMOCOMbI
cobupatoTcs Ha 3KBaTOpe BepeTeHa, 06pasys TaK HasbiBae-
MY XPOMOCOMHYIO WAN MeTadasHyl NAacTUHKY.

MuTo3 — fleneHne sgpa, NpuBOAALLee K o06pa3oBaHU0 [BYX [oO-
YepHUX Afep.

MyTareH — (bakTop, BbI3blBalOLWM MyTaLuu.

MyTauus — HacneacTBeHHOe W3MeHeHWe, He BbI3BaHHOe PEeKOM6U-
HauMehn reHoB.

MnedoTponma — cnoco6HOCTL reHa OKasblBaTb B/IMAHME Cpasy Ha
HEeCKO/IbKO MPU3HAKOB B OpraHusme.

Monosas xpomocoMa — XpomocoMa, onpegenswwas noa um 06bIYHO
npeAcTaBneHHas Yy [BYX Ppa3HblX MOSOB MO-PasHOMY.
Monynsauna — coBOKYNHOCTb HEKOTOPOro 4yucna ocobeil JaHHOrO

BMAa, NpUHagnexawmx K pasinyHbiM 6uoTMnam.

Pn6ocoma — KfieTouHass CTPYKTypa, B KOTOPOA MPOUCXOAUT CUHTE3
6enka.

PHK — pnboHyKk/enHoBass KucnoTa.

Tenoasza —cTagua Meiiosa (MWTO3a), B KOTOPOM MNPOUCXOAWUT ne-
pexoh Mexay aHatasoll U MHTePKMHE30M.

deHOTMN — cyMMa MpU3HaAKOB 0cobu Ha onpefenenHon craguu
pasBuTUA; npeacTaBnseT coboi pesynbTaT B3aMMOLENCTBUSA
MeXAy FeHOTMMOM W OKpYXalLled cpegoi.

Xunmepa — 0c06b, COCTOALLAA W3 TEHETUYECKU pPas/INYHbIX KNeTou-
HbIX CII0€B.

Xpomocoma — opraHovabl K/eTOYHOr0 SApa, COBOKYMHOCTb KOTO-
pbiX onpefensieT HacneACTBEHHble CBOWCTBA K/ETOK M Op-
raHusma.

LinTonnasma — cogep>XXnmMoe  XWUBOW  KNeTKW, 3a UCKJIIOYEHMEM
afpa.
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HauunoHanbHOCTb, A3bIK, KynbTypa
Be3onacHocTb cpefbl 06MTaHUA

CIOBAPD TEPMUHOB ..euiaieercieiseeseseisessesesssesens esiesesssseess s essessenen
PEKOMEHAYEMAST NIUTEPATY P A . cererereeerreeeenereereeeesees s



HayuHo-nonynsipHoe u3gaHue

TapaceHKO Hwukonan OMuTpueBny
JlywaHoBa [NanuHa lBaHOBHa

yTO Bbl 3HAETE
O CBOEMN
HAC/NEACTBEHHOCTW?

PepakTop u3gatensctea E. H. Ha3apesoBa
XypoxecTBeHHbI1 pegakTop C. B. MapkoBckas
XypoxHuk C. M. Kyapasues

TexHunueckuii pegaktop C. A. CMoposunHoBa
KoppekTopbl P. H. UYepsoBa, H. M. Fop6ayeBa

B J» 34643

CpgaHo B Ha6op 26.10.90. MognucaHo K meyaTm 22.01.91.
dPopmart 84X108'/32. Egmara Tunorpadcekas 2. Ob6bIKHO-
BEHHas rapHuTypa. Bbicokas neyatb. Yen. ney. n. 59.
Yen. Kp.-oTT. 6,3. Y4.-usg. n. 6. Tupax 100 000 3Ks3.
3aka3 Ne 421. LeHa 1 p. 20 k.

OppgeHa Tpygosoro KpacHoro 3HameHUW W3AaTenbCTBO
«Hayka», Cwubupckoe oTaeneHue. 630099 Hosocnbupck,
yn. CoseTtckas, 18.

4-9 Tunorpagua msgatensctBa «Hayka». 630077 Hosocu-
6upck, yn. CrtaHucnasckoro, 25



