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Bbapammues 10. U.
B24  HacnencrBeHHOCTH U 310poBbe. M., «3Hanue», 1976. («Hayka u nporpeccy).
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Jletn HacnenyloT BHEIIHKE IIPU3HAKU POAUTEINIEH: YepThl LA, LIBET BOJIOC, TJ1a3, (popMy HOCa U T. .
MeHnee U3BECTHO, YTO PEOEHOK HAClEAyeT «HEBUAMMBIE», HO OUYEHb Ba)XKHbIE CBOMCTBA: IPYIIIY KPOBH,
0COOEHHOCTH 00OMEHa, IMMYHMTET, U POKJIEHUE 3[J0POBOT0 peOEHKa — 3TO pe3ysbTaT HACIEI0BaHUS
OJaronpusATHBIX IPU3HAKOB.

Kuura 3HakoMHAT yuTaTeNs C OCHOBAMH MEIUIIMHCKOM T'€HETHKH, MHTEPEC K KOTOPOH YpEe3BhIYaHO
BO3POC 32 MOCIIEAHEE BPEMs, C BOBMOKHOCTSIMHU CETOJHSIIHETO JHS HAyKH B ONPEAEICHUN
HACJIEICTBEHHOTO 37I0POBbsI Y€JIOBEKA U BO3JICHCTBHUS HA HETO C IOMOIIIbIO COBPEMEHHBIX METO/I0B U
CPEICTB, PacCKa3bIBAET O BOSMOXHOCTAX MPEAYIPEKICHUS U JICUCHUS HACTIEACTBEHHOMN MaTOJIOTHH.

Paccunrtana Ha MUPOKUI KPYTr YUTATEIICH.
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(C) UznarenbcTBO «3Hanue», 1976 r.



HPEANCJIOBUE

HaCJICI[CTBCHHOCTB — BCYUHAA 3araaka ajei 94CJIOBCKaA, IIPCAMCET €Iro MOCTOAHHBIX

pa3MBbIIICHUH, TOMCKOB, OIIMOO0K U 1100ea. O reHeTuKe — HaykKe, U3ydarolen
HACJIEICTBEHHOCTbh, B ITOCJIEAHUE TOJbI MUIITYT OYEHb MHOT0. JTH KHUTH, KaK IIPABUJIO, HE
3JIE)KUBAIOTCS HA MOJIKAX Mara3uHoB. B 4eM e KpoeTcs MOy pHOCTh ATOM, Ka3aJI0Ch
Obl, oueHb crieuuduunoit odnact 3nanuit? [Ipexe Bcero, B TOM, YTO F€HETHKA SIBIISETCS
OpYAMEM IMO3HAHUS CYITHOCTH >KU3HU. TailHbI MPOUCXOKICHHS )KU3HU B TEYEHUE MHOTUX
BEKOB TIATEIBHO 00EperaInuch NpUpoI0H, U YeTOBEK ObLT HE B CHJIaX HAWTH KITIOY K
3aBETHOMY JIapuuKy. O TOM, YTO HACJIEACTBEHHOCTh CYLIIECTBYET, FTOBOPHIIH
O6ecuncnennble GpakTbl. OTCYTCTBUE K€ HAYUYHBIX OOBSICHEHUHN 3TUX SBJICHUN YacTO
CO3/aBaJjio MOYBY JUIsl TOJKOBAHUS UX C TIO3UIUI PETUTHUH U MUCTUKH, CIOCOOCTBOBAJIO
BO3HUKHOBEHUIO cyeBepuil. 1 BOT B 3T0i1 001aCTH 32 OU€Hb KOPOTKUN TPOMEKYTOK
BPEMEHHU JIeNAaeTCs LENb OMISJIOMISIONIUX 0 CBOEH MacITaOHOCTH OTKPBITUH. K HIM,
MIPEXKAE BCETO, CIENYET OTHECTU OTKPBITHE 3AKOHOB HACJIEACTBEHHOCTH, POJIU XPOMOCOM
U reHoB, ctpoenus JIHK, nposicHeHne TaiiHbl pa3MHOKEHHUSI KJIETKH U TIEpEAadH
reHeTrueckor nHdopmanuu. Ctano 04eBUIHBIM, YTO 3aITUCh OMOJOTUYECKON
unpopmanmu B mosiekynax JJHK nomkna paccMarpuBaThes Kak cnienuduueckas popma
koja. [IIkBas HOBBIX OTKPBITHI IPOU3BEI PEBOIIOLHMIO B MUPOBO33PEHHUH O
HacleACTBEHHOCTH. HOBBIE OTKPBITHSI OKA3aJIM, HACKOJIBKO CJI0KHA M YHUKAJIbHA KU3Hb
KJIETKH, COJIEpIKalllell HACJIEICTBEHHOE BELIECTBO. bhIIO OMPOBEPTrHYTO MHEHHUE O
HEHU3MEHSIEMOCTH HACJIEACTBEHHOIO anmnapaTa KJIETKH U yCTaHOBJIEHA TECHAs B3aMMOCBSI3b
(baKTOpOB HACJIEICTBEHHOCTH U BHEUTHEHN cpelibl. Vcnoab30BaHNue CIOKHBIX
71a60paTOPHBIX METO/I0B MO3BOJUIIO BBIACIUTH U3 KJIETKUA WU30JUPOBAHHBIN I'€H, a BCKOPE B
HCKYCCTBEHHBIX



YCIIOBUSIX CUHTE3UPOBATh €ro. Bce 3T JOCTHKEHUS B MO3HAHUU CYLTHOCTH KU3HU U
MIPUBJICKJIN K TeHETHKE BceoOiee BHUManue. He cinenyer, onHako, 3a0bIBaTh, YTO OHU
CTaJId BO3MOKHBI IOTOMY, YTO OBUIM MOATOTOBIIEHBI BCEM IMPOILIBIM HAYYHBIM HACIEIUEM
4eJI0BeueCcTBa. | 'eHeTHKa akKyMyJInpoBaja B ce0e 0011e4e0OBeYeCKUi IPOrpecc, BECh
OTIBIT U BCE JOCTUKEHUSI OMOJIOTUU, XUMUH, (U3UKU, MEUIIUHBI, MATEMATHUKH,
¢unocodun u apyrux Hayk. JloCcTHKEHUS TEHETUKU C YCTIEXOM HCIOJIb3YIOTCS B
CEJIBCKOM XO3SMCTBE JJIs1 CO3/IaHUS HOBBIX BBICOKONPOAYKTUBHBIX IMOPOJI CKOTA,
BBICOKOYPOKallHBIX COPTOB PACTEHUM.

Bonbiast yacTe OTKPBHITUM B TeHETUKE ObLIa clieflaHa B OMBITaX HA PACTEHUSX,
MaJIeHbKOHM MYyIlIKe 1po30oduie, Ha MUKpoOax. B kakoit Mepe BCKpPBITbIE MEXaHU3MBbI
HACJIeI0BaHUS JIJISl ’TUX OPraHU3MOB MOTYT OBbITh XapaKTepHBI U J1s yenoBeka? Eciu
IIPU3HATH, YTO I'€H SBJIIETCS OCHOBHOM KATErOpUEl HACIEICTBEHHOCTH, TO IIPUHIIUIIBI
HaCJIe/I0BaHMs YHUBEPCAIbHBI KaK JUIsi MUKPOOOB, PACTEHU, )KUBOTHBIX, TaK U JJIs
yesioBeka. Takum 00pa3oM, NOSIBWINCH peajbHbIe MPEANOCHUIKHY ISl U3y4eHUs
HACJIEICTBEHHOCTH 4eJIOBeKa. JI1011 XOTeNIN NOJyYUTh OTBETHI HA U3BEYHBIE TPEBOKAILIHE
MX BOIIPOCHIL: MOYEMY JETH NTOX0XKHU HA CBOMX POJIUTENIEN U OTAAJIEHHbIX nNpenkoB? Kak
OCYLIECTBIISIETCS Nepeaya 4YepT BHEIIHETO CXOICTBA, KPENKOTO 310POBbS U
HacJeJICTBEeHHBIX 3a00sieBannii? Kak 0OBsICHUTD poXkKAeHUE OJIM3HEIOB, MOX0XKUX IPYT Ha
apyra kak ase karmid BoAbl? [louemy BpeaHbl poacTBeHHbIe Opaku? Kak nmpenynpeauTs
BO3HUKHOBEHHUE HACJIEICTBEHHBIX 3a00eBanmii? CylecTBYIOT U METOIbI X Jeuenus? 1
MHOTME, MHOTHE Apyrue. Kpyr BO3HUKAIOIKUX BOIIPOCOB OUYEHB IIMPOK, U KaKbII BOIIPOC
CJIOKEH H, 10 CYIIECTBY, €CTh YPAaBHEHNE CO MHOTMMH HEU3BECTHBIMU. BaKHO MOMHHUTB O
TOM, YTO BCSl KU3Hb YEJIOBEKA HAXOAUTCS MO OCTOSHHBIM KOHTPOJIEM T'€HETHYECKOTO
amnrapara M €ro reHeTH4eCKOM IporpaMMbl. TO OTHOCUTCS K HOPMAJIBHOMY Pa3BUTHIO B
yTpoOe MaTepu U MOCIE POXKACHUS Ha CBET, 3TO KacaeTcs COCTOSHUS 3/10POBbs,
MPOJOJKUTENBHOCTH KU3HU, HACTYIUICHHS 3a00JIeBaHUI cep/ilia, JIeTKUX, NoYeK, HEpBHON
CUCTEMBI U JJaXe TPEIPACOIOKEHHOCTH K MHPEKIIMOHHBIM OOJIE3HSM.

Hcnonb3oBaHue TeHETUUECKOTO aHANIM3a, HAIPUMEp, B MEUIIMHE OTKPHIBAET OOJIbIINE
BO3MOKHOCTH M MEPCIEKTUBBI JIJI1 OXPaHbI 3J0POBbs YEJIOBEKA.

Hayxka 0 HacJIeICTBEHHOCTH UMEET SIPKYI0 UCTOPHUIO, IEMOHCTPUPYIOLIYIO
N300peTaTeNbHOCTh U TAJIAHTIIMBOCTD YEJIOBEKA,



OHA MMEET BOJHYIOIIYI0 HAYYHBIMU OTKPBITUSIMUA PEAIBHOCTD CETOIHSIIHETO JHS U
yBIIEKaTeJIbHOE OynyIiee.

B 3T0#i KHUIE, paCCUNTaHHON Ha IIUPOKUM KPYT YUTATENIEH, aBTOP CTPEMUIICS
pacckaszaTh 00 UCIOJIb30BaHUU HEKOTOPBIX JOCTHKEHUI COBPEMEHHOM IT'€HETUKH B
MPaKTUYECKON MEAUIIMHE, O HanboJiee MePCIEeKTUBHBIX HAMPABICHUAX HAYUYHBIX
U3bICKaHUH B 3TOM 00nacTu. COBEPILIEHHO €CTECTBEHHO, UTO paccKa3 O HAaclleJOBaHUU
3JI0pOBbsI U 00JIE3HEHN YeTOBEKa HEBO3MOXKEH XOTsI Obl 0€3 KPaTKOTO U3JI0XKEHUS
HEKOTOPBIX OCHOB OOIIEH T€HETUKHU U UCTOJIb30BaHMs, OOIIEIPUHATHIX B TEHETUKE CXEM,
OOBSACHAIOMINX MEXaHU3Mbl HacjenoBaHus. bosee moapodHOE OCBEIIeHNE 3TUX BOIPOCOB
HE BXOJIWJIO B 3a7a4M aBTopa. Yurarenb, *Kenaronuil yrinyouTs CBOM 3HaHUS 110 00LIei
TeHETHKE, MOKET 00pAaTUTHCS K MHOTOUMCIIEHHBIM PYKOBOACTBAM U K APYT'MM HAy4YHO-
MOITYJIAPHBIM M3JaHUSAM. B 3TOM KHUre HE IPEACTABIIIIIOCH TAKKE BO3MOKHBIM OTPA3UTh
BCE HAIIPABJICHUs T€HETUYECKUX UCCIIEAOBAHUN B MEAUIIMHE, TaK KaK KaXX10€ U3 HUX
3aCITy’KMBAeT 0COOOr0 BHUMAHUS U *KJIET CBOETO aBTOpa. ITO MOTYT ObITh KHUTH O
HACJIeICTBEHHBIX 3a00JIEBAHUSIX CEPALIA U COCYIOB, OPTaHOB JbIXaHUS, IOYEK, O TEHETHUKE
37I0KaY€CTBEHHBIX HOBOOOPa30BaHUM, (DapMaKOTr€HETHKE U TIP.

Kacasce npo6siem HaclieIcTBEHHBIX 3a00J1€BaHUM, aBTOP CYENl BO3MOKHBIM
CKOHIIEHTPUPOBATh BHUMAHKE YMTATENS HA OOJIE3HIX, BOZHUKAIOUIUX Y AETe paHHEro
BO3pacTa M OKa3bIBAIOLIMX HEOJArONPUATHOE BIUSHUE HA UX MOCJIENYIONIEE Pa3BUTHE U
COCTOSIHUE 3/10pOBBs. Vcronb30BaHUE TOCTHKEHUM COBPEMEHHON HAYKU B 3TOU 001aCTH
CO3J1AJI0 pealIbHbIE OCHOBBI JJIs1 PAHHEU AUArHOCTUKY, JICYEHUS U Ja)Ke Ul aKTUBHOU
NpOo(HUIAKTUKY LEIO0ro psijia HACIEeICTBEHHBIX 3a00JIEBaAHMIA.



BALIA POJOCJTOBHAA

3IIOpOBBC YCJIOBCKA PCAOIPCACIIACTCA 3aJ0JIT'0 JO €TI0 POKIACHUAI. Omno (bOpMI/IpyeTCSI

CYMMO# BCeX KaUe€CTBEHHBIX M KOJTMYECTBEHHBIX MIPU3HAKOB, IMOJTYUYEHHBIX OT CBOUX
OJIM3KUX U JTaJIEKUX MPEKOB. 3I0POBHE — 3TO CUMBOJIMUECKUN CEMEHHBIN CYHIIYK C
nparoueHHocTIMU. [Ipu 6epekHOM OTHOIICHUH COJIEPKUMOE CYHAYKa MOTIOIHIETCS
MHOTHUMU MOKOJIEHUSIMU OJTHOM CEMBH, U JJaXKe CaMblid OTJaJICHHBIN TOTOMOK MOKET
MOJIYYUTh 00TraToe HacleICTBO — Kpernkoe 370poBbke. CreoBaTesibHO, Hallle 3J0POBbE U
3I0POBBE HAIIIKX JCTEH B 3HAUMTEIHLHON Mepe 3aBUCUT OT COCTOSIHUS 37]0POBbSI
ponureneii, 6aldyiiek u aenyiiek, npadadyiek u npajeayex u T. 1. 310poBbe Jo1en
Ype3BBIYaiHO 3aBUCHUMO JPYT OT APYyTa, ¥ 3TO MOXKET OBITh MPOUJUTIOCTPUPOBAHO Ha
MIPOCTOM IPUMEPE — CO3/IaHUU COOCTBEHHOM popocioBHOU. [loBephTe, 3TO
yBJIEKATEIbHOE 3aHATHE U, KCTaTHU, OYEHB T0JIe3HOe. Bhl BCMOMHUTE BCEX CBOMX
POJICTBEHHUKOB, UX XapaKTephl U MPOdeCcCuu, X TaIAHThI U CIIOCOOHOCTH, X 3JI0POBbE U
6one3Hu. Bbl ToTUac moskaneeTe, 4To TaK Majlo UHTEPECOBAINCH HCTOKAMU CBOEH ceMbHU
1, K COXKaJICHUIO0, HE MOYKETE TIOIHATRLCS BBIIIE TpeThero nokoseHus. Co3aaBasi CBOe
reHeaJoruueckoe IPeBo, BaM, MOXKET ObITh, yIACTCS MTOAMETUTh TaKue OCOOCHHOCTH,
XapaKTepHBbIE ISl Balllel CeMbH, O KOTOPBIX BBl PaHbIIIe HE MMOI03PEBAIIA WIIN HE
npuaaBany 3HaueHus. Utak, 3a paboty. [Ipu 3TOM 1151 TPOCTOTHI U300paKEHUS CIIEyET
MIPUHATH OOIIETIPUHATHIE YCIOBHBIE CUMBOJIBI, KOT/1a JIUIIA MY>KCKOTO T10JI1a 0003HaYar0TCs
kBagpaTukoM ([ 1), a uIa >keHCKoro nojia — KpyxoukoMm (O). bpak Mexay MyK4YuHON 1
KEHITUHON CHUMBOJIMYECKH BBITJISIAUT Tak (puc. 1):

O—L

Puc.1



a 4YCTBCPO JIETEH OT ATOTO 6pa1<a KakK OBl MMOABCHINBAIOTCA HA KKOPOMBICIICY (pI/IC 2)

Puc. 2.

Ecnu B3sTh TUCT ynCTON OyMaru v KapaHjaail U CHH3y Ha4aTh PHCOBATh COCTAB CBOCH
CEMbH H OJIDKANIINX POJCTBEHHUKOB — 3TO HA3BIBACTCSI COCTABIISITH POIOCIOBHYIO,— TO
m000# caMblii HeBepyoIui doma CMOXKET YOSAUTHCS B TOM, YTO €r0 COOCTBEHHOE
3I0pPOBBE 3aBUCUT OT TPOMATHOTO KOJMYECTBA tofei. Tak, HaYHEeM COCTaBIISATh
POJIOCTIOBHYIO ,,cBOEH cembH. CripaBa BHU3Y HAPUCYWTE KBAIPATHK — 3TO BBI
(00603HaUBTE €T0 CTPENKON U yKakuTe cBOM Bo3pacT — 30 neT). Psgom Hapucyiite
cuMBoJindecku Baiero opara ([1,g) u cectpy 20 snet (Oy). Coequnute apyr apyra 00Imm
KOPOMBICJIIOM — 3TO pOAHbIE OpaThs U cecTpbl (cuOchl). Teneps N300pa3uTe BaINX
poauteneit: orua ([1s;) 1 Math (Osp). CoequHuTe UX MEXy COO0M TUHUEH (CUMBOJI
Opaka) ¥ OT CepeHbBI CITYCTUTE BEPTUKAIb 10 «KKOPOMBICIa». TakuM 00pa3oMm, BB
n300paszuiam B aOCTPaKTHOM BapHaHTE JOPOTUX BallleMy CEp/Ily JIFoJIeil — 3TO Balla
MaJieHbKas ceMbsi. Ho Belb Balll pOIUTENH TOKE UMEIOT OpaTheB U cectep. BBeaem ux B
ceMenHbIi kpyr (puc. 3).

Bama mama umeet aByx cectep (Ogs 1 Oy6) 1 OpaTa (O44), @ BaII OTEI — JABYX OpaThEB
(s4 1 [56). IIpoBeieM aHAIOTHYHYIO ONIEPAIIAIO0 COSTMHEHUS OpaThEB U CecTep OTIa U
MaTepu O0IINM «KOpOMBIcTIoM». CBEeIEHUS O CeMbe 3HAUUTEIHHO pacmupuiauchk. OHaKO
OHHU MOTYT OBITh TIPEICTABJICHBI €IIIe MOJTHEE, €CITU MBI U300pa3uM POJUTENEH, T. €. BallluX
nenoB u 6adymek. [lo nuaum otua: nena 76 net ([174) u 6adymky 74 net (O74), a Mo
JUHUU MaTepu: aena 73 net (O 73) u 6a0ymky 70 net (O7g). Takum oOpazom, Barry
POJIOCTIOBHYIO MOYKHO HapalluBaTh M0 BEPTUKAIN U PACIIUPATH IO TOPU3OHTAIH JI0 TEX
1op, TIOKa BEI Oy/IeTe UMETh CBEJICHHUS O CBOMX OTIAJCHHBIX poJICTBeHHUKax. K
COYKaJICHUI0, OOJBIIMHCTBO JIIOIEH, TPOKUBAIOIINX B TOPOIaX, HMEIOT MPEICTABICHUS HE
Oombiie ueM 0 3—4 nokosieHusix cBoeit ceMbu. O003HauuM 1udpoit 1 mokosenue
JeaylieK u 6adyIexk,



nndpoit 2 — MokoJeHre OTIIOB U MaTepeid, ceOst U CBOMX OpaTheB U cectep — Hudpoit 3.
Hawm ynanock cuMBOIHYECKH N300pa3UTh TPU MOKOJICHHS Balllel CEMbH.

OnHako BBI JaJieKH OT MBICIH OCTaBaThCs X0J0CThIM. Bam 30 siet ([13), BBl 3I0POBBI U
MeyTaeTe UMETh CBOIO CEMbIO U JieTel. JlaBaiiTe n300pa3uM YCIOBHO Ballly KEHY CJIeBa OT
Balllel ceMeHHON POJIOCTIOBHOM Ha ypOBHE TpeThero nokojeHus (O,;) U COeTMHUM Bac
oboux npsiMoit TuHuen (cuMBoJ Opaka). Ho Baiia sxeHa Toxke UMeeT OpaTheB U cecTep,
narmy u Mmamy, 6a0yIiex u JeyIIeK, U MOCJe TIIATeIbHBIX PaCCIPOCOB PSJIOM C Ballei
BO3HMKJIa POJIOCIIOBHAS U Ballel xeHbl. Ha pucyHke, cieTaHHOM BaMU, MOXHO BUJIETh, K
yeMy MpUBEN Balll OpavyHbIid COI03 — BBI MOJYYHIIA TPOMATHOE KOJIHYECTBO
POJICTBEHHUKOB, paHee BaM Heu3BeCTHhIX. He ynbibaiiTech ckentuuecku. [Toka nx
npUOOpEeTeHHE CYIIECTBEHHO HE OTPa3ujIoch Ha Bac. Bce poJCTBEHHUKH JKEHBI, 1aKe
caMble OTJJICHHBIC €€ MPEIKH, TPUoOpeTaroT OOJIBIIIOE 3HAUYCHHE JIUIb MPU POXKICHUU
Baiero pebenka. OT ropu30HTaNIBHOM JIMHUYU, COSAUHSIONICH Bac U Ballly KEHY,
MIPOBEUTE BEPTUKATh BHU3 U HAPUCYHUTE KBaJpaT. ITO Balll HOBOPOXKICHHBIN ChIH
([15an.). Tenepb MO OTHOIICHUIO K CHIHY IMOKOJICHHSI Balllel POJOCIOBHON Oy1yT UHBIMU
(4, 3,2 u 1). BuumartenbHO U3y4rTe POJOCIOBHYIO U BBl YBUIUTE, YTO MHOTOYUCIICHHBIE
POJICTBEHHUKH KEHBI TENIEPh B 3HAUUTEILHON Mepe, KaK U Balllk COOCTBEHHBIE, MOTYT
BIIMATH HA COCTOSTHUE 3JI0POBBS Balllero cbiHa. OIHaKo HapUCOBaHHAs HAMU POJIOCIOBHAs
HE OTpa)kaeT BCEX POJCTBEHHBIX CBs3eil. Benb Bamm Opathst 1 cecTphl (3 MOKOJICHHE),
T4 1 TeTy (2 mokoJieHue), nebl U 06abku (1 mokoJieHHe) TOXKEe BCTYMaId B Opak U TOXE
uMenu nereid. Ecnu Bcex nx n300pa3uTh, TO CO31aHHAS HAMHU POJIOCIOBHAS JOCTUTHET
OTPOMHBIX Pa3MEPOB.
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Puc. 3.



['eHeTHKYM MOJICYUTANIH U IPUIIUIUA K BBIBOJY, YTO TEOPETUUECKU YHCIIO TPEIKOB C
KaXKJIbIM BOCXO/ISIIIIMM IMOKOJICHUEM yIBAUBAETCS: IBA POJIUTENS, YEThIPE JI€]]a, BOCEMb
npajaenoB U T. A. Ecnu 3ToT psi mpoaoKUTh, TO YUCIIO IPEIKOB B KaXKA0M BOCXOISIIEM
HIOKOJIEHUH OyIET paBHO 2", IPHYEM N — BEJIMYNHA, 0003HAYAIOIIAS YKMCIIO TOKOJICHHUH,
OnuH n3 uccnenosareneil B 1928 r. nmpousBen COOTBETCTBYIOIINE MOACYETHI U YCTAHOBUI,
YTO K TOMY BPEMEHHM OT Hayaja Hallel 3pbl CYLIECTBOBAIO 57 nokojeHun. Ilpu pacuere
10 popmyte 2" MOTyYanoch, YTO KaXKIBIM KUBYIIMN Ha 3eMJIe UM 257 IPeaKoB, T. €.
120 xBaApWITHOHOB. DTO YUCJIO, OJJHAKO, 3HAYMTEIHLHO MPEBBIIIACT 00IIee YUCTIO JIF0ACH
Ha 36MHOM LIape, )KUBLIUX ¢ TOro BpeMeHu. Ctano ObITh, IEMCTBUTENHLHOE YHUCIIO MPEIKOB
3HAYUTEIBHO MEHbIIIE TEOPETUYECKOTO.

Ho HecoBepiIeHCTBO JaHHOTO pacyeTa, TeM He MEHEE, HE TPOTUBOPEUUT TOMY, YTO
HaIIW NPeJKH MHOTOYMCIICHHBI, U JIOAU OJJHON 3THUYECKOU IPYIIbI HAXOASATCS MEXKITY
co00¥1 B OoNpeIe]IeHHOM POJICTBE. DTY e MBICIb BHICKa3bIBA€T U3BECTHBIN aMEPUKAHCKUI
reHeTuk Kypt llTepH, cunTaronuii, 4to Bce JAIOAM Ha 3eMJI€ CBA3aHbI MEXKIY COOOU TOM
WM UHOW CTENEHbIO POJICTBA, T. €. Bce oA OpaThsi. OCOOCHHO HAIJISIIHON CTAHOBUTCS
CBsI3b C MPEIKAMH Ha MpUMeEpE Psijia TeHEaTO0rHYeCKUX JIPEB, KOTOPhIE CTAIU
KJIACCUYECKUMHU U IIUPOKO UCIONB3YIOTCS B reHeTuke. [Ipuyem HarisgHoCTh 3TUX
POJIOCIIOBHBIX 00ECIIEYMBAETCSl YETKUM HACIEAOBAHUEM KAaKOr0-TU00 XapaKTEPHOTO
npu3Haka. B kauecTBe mprMepa MOKHO MPUBECTU U3BECTHYIO POJOCIOBHYIO €BPONEHCKUX
HApPCTBEHHBIX (haMUIIMI, BEAYIIUX PO OT KopoJieBbl BukTopuu (puc. 4). Ota
POJIOCIIOBHAS IEMOHCTPUPYET Mepelady HAacIeACTBEHHOrO 3a00JIeBaHUs reMO(UITUU
(HapylIeHHe CBEpTHIBAEMOCTH KPOBH).

['emoduuneii cTpafaroT TOABKO JIHMIA MY>KCKOTO 10Ja, B TO BPEMS KaK KEHIIMHbI
SBJIAIOTCS JIMILIb HOCUTENSIMU, T. €. MaTh — IepeHocuuk Oone3nu. Koponesa Bukropus
«HaJeanIa» 3TOU 00JIE3HBI0O MHOTHX MYKUYMH B cBoeM poay. Cpeau cTpajaBUIuX 3TUM
3a0oneBaHueM ObLT b iecapeBuy Anekceit — cbIH pycckoro napst Hukonas Il u napuiisi
Anexkcanapsl DenopoBHbI (AJTUCH), YHACIEIOBABIIEH TeH TeMOPUINU OT CBOCH 0a0yIIIKu
KopoJeBbl Bukropuu.

B nocnennue rosibl y4eHbIMU MHOTUX CTPAH BEJMCh HAYYHbIE U3BICKAHUS 110
MeXAyHapoIHOM mporpamme «YenoBek u cpenay. [Ipu 3ToM Gosbliioe BHUMaHUE
YIETSI0Ch U3YUEHHUIO BIMSIHUS Ha 3/J0POBbE YEIOBEKA PA3NIMUHBIX KIMMATHUYECKUX
YCIIOBUM, TUTAHUS U TeorpapuuecKoil H30IISIIIH.
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VYcunus yuyeHbIX PUHECIH BCKOPE OY€Hb MHTEPECHbBIE U HOBbIE Hay4HbIE (DaKTHhl,
KOTOpbIE UMENIN HETIOCPEICTBEHHOE 3HAUCHHE [Tl MEAUIIMHCKON reHeTuku. OKa3anocs,
YTO OOraThie POJIOCIOBHBIE MOTYT OBITH COCTABJICHBI HE TOJBKO JUIsl (hapaoHOB, KOpOJeH U
reHUAIbHBIX MpeJcTaBuTeNe poaa yesoBeueckoro. CaMble OOBIYHBIE JIIOAH, O KOTOPBIX
710 CUX MOp HUKTO HE MHcall KHUT U HE CTaBUJI KHUHOPUIBMOB, UMEIOT OUYEHb LIEHHbIE IS
HAyKH POJOCIOBHBIE.

ABTOp 3TOI KHUTH BMECTE CO CBOMMM KOJIJIEraMu 10 paboTe MPOBOIUI MEAUKO-
reHeTHYECKHEe HCCIIeJOBaHUs B OJTHOM U3 CeBEpHBIX cell. [locie yeTbipexiieTHel paboThl
yJaJI0Ch CO3/1aTh POJOCIOBHYIO XKHUTEJIEH 3TOTO CeJla U, YTO CaMO€ IJIaBHOE, IIOJIYYUTh
CBeJieHUs1 00 OCHOBATEJIE CeJla U €r0 POJCTBEHHUKAX Ha MPOTSKEHUU JAEBATU MMOKOJICHU.
Crano 1oKyMeHTalIbHO 0OOCHOBAHHBIM YTBEPKJIEHHUE, YTO POJOHAYATILHUKOM cejla
aBigeTcs KpecThbsiHUH Jlanuna TepeHTheB, KOTOPBIH, criacasch OT AMUAEMUH Xosepsl 250
JIET Ha3aJ,

10



MTOCEJIUIICSI CO CBOEH CeMbeil Ha MyCTHIHHBIX U TUXUX Oeperax oJTHON U3 MOTYIUX
CEBEPHBIX PEK, JaB TEM CaMbIM HadaJio ejomMy poay. OJIHAKO YUTATENIh MOXKET cebe
MPEJICTAaBUTh, YTO COCTABICHHUE POJIOCIOBHON HE OJTHOTO YEJIOBEKA, a AKUTEIEH 1EJ10r0
cesna — mporiecc TpyaoeMkuii. Kak npaBuiio, cOop U aHaiu3 poJOCIOBHOM B TAaKHX
CIIy4asix IPOBOASATCS LETbIM KOJUIEKTUBOM YUYEHBIX. BOJbIlIOe 3HaUeHUE NTPUIACTCS
OTPOCY CTAPOKUIIOB CeJl, KOTOPhIE HEPEKO 001aJal0T TAKUM OOIIMPHBIM 3a11acoOM
CBEJICHUI O CBOMX OJIHOCEJIbYaHaX, YTO MOT'YT KOHKYPUPOBATh C MHOT'OJIETHUM apXUBOM
3AI'Ca. Tak, HaM J1I0BEJIOCh BCTPETUTHCS C €IlI€ HECTAPhIM Ye0BeKOM Bacunnem
TepeHTheBbIM, 00JIa1aTENIEM TIPEBOCXOIHOM MTaMsITH. PogocioBHAsI, COCTaBICHHAs C €T0
CJIOB, BKJIIOYAJIa CEMb TTOKOJICHU OHOM ceMbu. [IpuueM peus 1u1a He TOJIBKO O OJTM3KHUX,
HO Y O JJOCTATOYHO JAJI€KUX pOoJICTBEHHUKaX. He MeHee yHUKaIbHBIMU CBEACHUSIMU
pacnionaranu Qenpamep AnHa BacunbeBHa TepeHTheBa U Mearor MECTHOM IIKOJIBI
Muxaun MIBanoBruY XamMyCcoOB, KOTOPBIE CMOTJIM JaTh HHTEPECYIOLINE HAC CBEACHHUS O
OOJIBIITMHCTBE CEMEH, MPOKUBAIOIINX B 3TOM cesie. CaMoe yAUBUTEIBHOE COCTOUT B TOM,
YTO MOCJEAYIOIIEE COMOCTABICHUE ATUX JJAHHBIX C COOTBETCTBYIOIIMMHU ApXUBHBIMU
JTOKYMEHTaMH HE BBISIBUJIO CYIIECTBEHHBIX pacxoxaeHuil. Hac, ropoCKuX KUTENEH,
3HAIOIIUX CBOIO POJOCIOBHYIO B 00beMe He 0oJiee TpeX MOKOJICHUM, HEOJHOKPATHO
nopakajia 3Ta CloCOOHOCTh COXPAHSTh B MaMATH JaThl, paMWINUA, UMEHA U CYJIbObI
MHOTHUX JIF0/Ieil. DTy CHOCOOHOCTh MOKHO OTYACTH OOBSICHUTD CIIEIU(PUKOMN KUZHU
yAAJIEHHOTO OT KPYIHBIX TPOMBIIIEHHBIX LIEHTPOB CEBEPHOTO cena. Bece oHocenbyane
KUBYT, KaK TOBOPAT, Ha BUAY JIpyT y Apyra. Kaxmoe codobiTHEe, MPOUCXOIAIIEE B OJTHOU
ceMbe (POXKJICHHE, CBaIb0a, MOXOPOHBI U JIP.), CTAHOBUTCS XOPOIIO U3BECTHBIM U IS
npyrux. OnMHAKOBBIM XapakTep Tpyaa (3emiieqienue, pbl00JI0BCTBO WM 0XOTa) U ObITa
TaKke CocoOCTBYeT 00beIMHEHHIO. BUAMMO, CHIs y KOCTpa Mociie yAa4YHOU phIOHOM
JIOBJIM WJIM OCTAaHOBUBIIKCH B 3aTEPSIHHOM JIECHOM M30YIIIKE, PHIOOJIOBBI UJIM OXOTHUKH
BeuepaMHU BEJIM HECKOHUAeMble Oece/Ibl O CBOMX MpeIKax, U MaMsTh (PUKCHpoBalia UMEHa,
JaThl U COOBITHSL.

JI71s1 cocTaBieHUs POAOCIOBHBIX TAaKUX C€JI, KOHEUHO, OOJIbIIIOE 3HAUCHUE MOTYT UMETh
apXyBHBIC TOKYMEHTHI. Ham moBe310 — apXuBbl cella ObUIH B BEJTUKOJICITHOM COCTOSTHUM
(He OBLIO MOXKAPOB, Clo/1a He JoKaThiBaTUCh BOMHBI X VIII—XX cronetuit). B oTiinanom
COCTOSIHMM OKa3bIBAJINCH LIEPKOBHBIE KHUTH C 3aITUCSIMU AKTOB IPAXKJAHCKOTO COCTOSHUS:
perucrpauuen
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OpakoB, poxkaeHuit, cmepteit u ucrosenei ¢ 1740 mo 1917 r. biarogaps xopoieit
COXPAHHOCTU apXUBHBIX JOKYMEHTOB Mbl CTAJIM 00JIaIaTeNs MU YHUKAJIbHBIX CBEJICHUM,
KOTOpbIe ObUTH MCIOIB30BAHbI JJISI PEKOHCTPYKIUU cyliecTBoBaBmuX 200—250 net
Hazaz ceMmeil. B xozie co3nanust poI0CIOBHON HEPEAKO BOSHUKAIU MPEANOI0KEHUS O
CYILIECTBOBAHUU POJICTBEHHBIX B3aUMOOTHOILICHUI MEKYy TEMU UM UHBIMH CEMbSIMHU.
J1J1st IpOBEpKHU TaKOM TMIOTE3bl B apXUBHOM MaTepuase BeJcs LeJIeHANPaBICHHbIN MOUCK
OTIPEJICTICHHOI0 JIUIA. Y TOYHSJICS TOJ] €T0 POXKACHHUS, BpeMsl BCTYIICHUS B OpakK, JeBUYbs
dbamunus xensl U np. [louck Bcerna ObUT TPYAHBIM, HO HAXOKa U MOATBEPKICHUE paHEe
BBICKa3aHHBIX JI0TaI0K MPUHOCKIIM YJ0BIeTBOpeHue. Tak, Hanpumep, HaM ObLIO
M3BECTHO, YTO Y OCHOBATENs 3TOro cena, Jlanunsl TepenTbeBa OblIO 4YETBEPO CHIHOBEH U
TpH novepu. st mOCTpOEHUs POIOCIOBHON ObLIIO HEOOXOUMO cOOpaTh BCE CBEACHUS O
Hux. CBeJeHus, MOYEepPIHYThIE HAaMU U3 «J[yXOBHBIX pocriuceid ApXaHreabCKON JyXOBHOM
KoHcucTtopum» 3a 1792 r., nokasanu, uro Jlanuna TepentbeB ObL1 poxkaenus 1735 1.,
nepBOHayYaJIbHOE HacelleHue cena—48 yenosek (5 1BopoB). B Teuenne MHOTHX JeT
HaceJeHHe cesia OblI0 CTAOMIIBHBIM M POCIIO TJIABHBIM 00pa30M 3a cueT NepBOHAYATbHBIX
ceMeit crapoxuioB. Tak, B 1809 r. B cene HacuuThIBajcs auiib 71 yenoBek (8 1BOPOB).

PaGoTa no co3gaHuio poI0CIOBHOM LENOr0 cella TpyAaHa, TpedyeT 0000IeHus
OOJIBIIOr0 apXUBHOTO MaTepHaa U UCTOPUUYECKUX JOKYMEHTOB. JIETKO MOKHO
J0TaaThCsl, YTO AJII UICTOPUKOB U reorpadoB He MPeACTaBIISIIO O0JIBIION0 HHTEpEca
MaJIeHbKOE, 3aTEPSIHHOE CPE/IU JIECOB, PEK U 03€p CEBEPHOE ceno. MOXKeT ObITh, CBEICHUS
0 HEM MOYKHO MOYEPIHYTh TaK>Ke U3 Y>K€ U3BECTHBIX HaM MyOJIHUKaIui ApXaHrelabCKON
TyX0oBHOU kKoHcucTopuu? Oka3anock, 4To MOKHO. B 1895 1. Ob11 u31aH cCOOpHUK
«Kpatkoro uCTOpu4ECKOro ONMUCcaHus MPUXOA0B U LIEPKBE», B KOTOPOM TOBOPHIIOCH O
TOM, YTO UHTEpECYIolee HAC ceo ObUT0 0OcHOBaHO BO BTopoii nonosuHe X VIII B. [Tpu
M3YYEHUH JIPYTUX UCTOPUUYECKUX MATEPHUATIOB, HAITPUMED MOAPOOHBIX JTHEBHUKOB TaKUX
MyTEIIeCTBEHHUKOB, KaK apXaHTelbckuil ryoepnarop kHsa3b H. [1. T'onuibiH, akaqeMuKku
A. lllpenk u U. N. Jlenéxun, kynus! B. H. Jlatkun u M. K. Cunopos, ynaercs
BOCCTaHOBUTH U YCIIOBUS CYILIECTBOBAHUS HACEJICHHUS, UX 3aHSITHSI, YPOBEHb KYJIbTYPHI,
COCTOSIHUE MTyTeH coobIeHnus U MHOToe apyroe. HecomHeHHBIN HHTEepec I Hac
MPEICTaBIISI U KpaTKUil COBpeMeHHBIH ouepk (1973 r.) 0 mpoIuioM U HACTOSILEM cela
€ro OBIBILIETO KUTENS U,
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BUJIUMO, JTaJIEKOTO POJCTBEHHUKA pojoHadanbHuka [lanunsl TepentreBa — Ilerpa
NBanoBuya TepeHTheBa. ABTOP COOOIIAET O MPUBBIUKAX M OOBIYASX JKUTENIEH cena, 00
OCOOCHHOCTSX CEMENHOTO yKJiaaa, OpadyHbIix oOpsiaax u np. Pabotel 3emckux Bpaueit (C.
B. MaptbeiHoBa 1 1p.), A€TaJbHO OMUCABIINX YPOBEHb CAHUTAPHON KYJIBTYPHI 1 XapaKTep
3a00J1€BaeMOCTEH, TTO3BOJISIIIM COCTABUTH O0IIee MPEICTABICHUE O COCTOSTHUM 37]0POBbs
HaCeJICHUS.

CoOpanHas TakuM 00pa3oM poJIOCTOBHAS KaK Obl 0)KHJIa, MHOTOYHCIICHHBIE KPY>KKH U
KBaJpaTUKHU, CHMBOJIM3UPYIOIINE MY>KUMH U KCHILUH, OTIIOB, MaTepel U JIeTeH, oOpenu
4epThl KOHKPETHBIX JIIOJIEH U UX cyne0. MoXHO cMelo yTBepkKAaTh, YTO COCTABICHUE
ponocnoBHo# Jlanuiabel TepeHTheBa — 3TO yBIEKATEIBHBIN TBOPUESCKUIN MPOIIECT,
KOTOPBIM B 3HAUUTEIILHOM Mepe HECET B ce0e 3apsij] 3aMbICIIOBATOTO JIETEKTHBA, a C
HAay4YHOM TOUYKH 3pEHUs — OCCIIEHHBIN JOKYMEHT, MO3BOJISIIONIUN 3arISTHYTh B TIPOIILIOE,
MPOCJICIUTh BEPOSITHBIN MEXaHU3M 00pa30BaHUs MOCEICHUM YeI0BEKa Ha HOBBIX 3€MJISIX
Y MEXaHU3M Tepelauu MPU3HAKOB, OMPEACIISIIONINX COCTOSIHUE 3I0POBBS JIIOJICH B JaHHOMN
MECTHOCTH.

Teneps unTaTENIO CTAHET MOHITHBIM, IOUYEMY Bpad €I1e MPH MOCTYIUICHUH OOJBHOTO B
KJIIMHUKY TaK MOJPOOHO UHTEPECYETCs €ro POIOCIOBHOM: yeM 00JIeNl OH caM, €To
poauTtenu, 0a0yIIKY, JEAYIIKH U APYTUE POJACTBEHHUKU. MHOTHM NallUeHTaM 3Ta
nporeaypa KakeTcs 0eCCMBICTIEHHON — 4YelIOBEK 3a00JIell, HaJlo €ro CKOPEH JICUUTh, a ero
paccrpamnimBarT COBCEM HE O TOM.

31ech, 0OJIHAKO, CJIeAYyeT CKa3aTh, YTO MBI HACJIEyeM HEOJIMHAKOBO OT BCEX HAIIUX
npeakoB. CUUTAETCs, YTO OT MAaT€PU U OTIIA MBI HACJIeyeM MPUOTU3UTEIBHO OJUHAKOBOE
KOJIMYECTBO YEPT, HO HACJICIOBAHHUE OT/ICIbHBIX MPU3HAKOB OT 00JIee OTAaICHHBIX
POJICTBEHHUKOB U3 MOKOJICHUS B MOKoJieHue yMmennlnaetcs (1/2, 1/4, 1/8, 1/16, 1/32, 1/64,
1/128 u 1. 11.).

CocraBieHue poaoCI0BHON — 3TO caMblil yZI0OHBIN cIOc00 M300paXKeHUsi UCTOPUU
poJia ¥ 3TO Ta OCHOBA, HA KOTOPOM MPOBOJUTCS U3yUCHUE HACIEICTBEHHOCTH Y€JIOBEKA.

Bcem xopoHto U3BECTHO, UTO JIETH OBIBAIOT, IOX0XKU HAa CBOMX POAUTENCH, 6a0yIeK u
neayiiek. Mbl IpUBBIKIN K TOMY, YTO [0 HACTECTBY MepeatoTCs YepThl Jinila, hopma
rOJIOBBI, HOCA, YIIIEH, IBETa BOJIOC U TJ1a3, 0COOCHHOCTH CTPOSHUS CKeJieTa U T. .

Ouenb yOeaUTENHHON M JOKYMEHTAIBHO JOCTOBEPHOM YePTOI BHEIIHETO CXOJICTBA JIJISI
nuHacTun ['abcOyproB ObUIO HATUYNE Y MHOTHX WICHOB UMIIEPATOPCKOTO JIOMa Y3KOH,
BBICTYIIAIOLIECH
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BIIEpE]l HU)KHEW YeNIFOCTH U OTBHUCIIONW HUYKHEH T'yOBI C TOTYOTKPBITHIM PTOM.
MHorouucieHHbIe MOPTPETHl, HaunHas ¢ X1V cToneTust PUKCUPYIOT ATy YEPTy Y
uMmreparopa Makcumunuana (1459—1519), umneparopa Kapna V (1500— 1558), y
Mapuu Tepesun Asctpuiickoit (1717—1780), y spurepuora Kapna Temenckoro (1771—
1847), y apurepuora Ansopexrta (1817—1895), y Ansdonca XII Ucmanckoro (1886—
1941) u npyrux.

B crapoii nuTeparype npuBOIUIOCE MHOXKECTBO MMPUMEPOB O BOZMOXKHOCTH Tepeaaun
M0 HACJIE/ICTBY TaJaHTa K MY3bIKe, )KUBOIIMCH, BOCHHOMY JIEJTy | T. T.

B HacTosmiee BpeMs qoka3aHo, YTO PeOSHKOM HACIEAYIOTCS OT CBOMX POJUTENEH U
OoJee ynaneHHbBIX MPEAKOB HE TOJBKO BHEITHHUE MMPU3HAKU, HO U TPYIIIBI KPOBH,
0COOCHHOCTH 0OMEHA BEIIECTB, IMMYHOJOTHYECKHE CPEACTBA 3AIIUTHI, OTPEACIISIONINE
COIIPOTUBIISIEMOCTh OpraHu3Ma HHPEKIUIM, 1 MHOTOE JIPYTOe.

[To HacnencTBY MOTYT IIepeaBaThCsl HE TOJBKO OJIaronpusITHBIC, HO U
HEOIaronpusITHBIC 1711 OPTaHW3Ma YeJIOBEKa MPU3HAKH, T. €. HACJIEAYeTCs HE TOJIBKO
3JI0pPOBBE, HO M OOJIC3Hb.

Bo3HukaeT TyT e BOIPOC: a KaKUM 00pa3oM 3apOrKTArOIIUNCS OpraHu3M HacleayeT
MPHU3HAKU CBOMX OJMKAMIIUX U OTJATCHHBIX MHOTUMU JCCSITUICTHSIMU MPEIKOB?



KAK ITPOUCXOAUT
HACJIEJOBAHHUE

I[o pabot ['peropa Menjens He CylecTBOBAJIO HAYYHON TEOPUH, PABUIBHO
OOBSICHSIIOIIIEH 3aKOHBI HACIIEIOBAaHMSI, U, IO MyJIpOMY BhIpakeHHI0 banb3aka,
HACJIEJICTBEHHOCTh OblIa «JIA0UPUHTOM, U3 KOTOPOT'0 HaAyKa HE MOTJIa HAaWTH BBIXOJIY.

Poxnenue renetrku oTHOCAT K 1900 T. ¥ CBSI3bIBAIOT C UMEHEM MOHaxa [ 'peropa
Menpensi. 9TOT CKpPOMHBIN YEJIOBEK, HE PACIIOIaraBlINil HU COBPEMEHHBIMU
1a00paTOPUSIMU, HU KOJUIEKTUBOM COTPYJIHUKOB, UMEBIITUN B CBOEM PACIOPSHKECHUU
TOJIbKO HEOOJIBIIION KIIOUOK 3€MJIM, CMOT TIPOBECTH Ha MIEPBBIN B3TJISA OYEHB MTPOCTHIC
OTBITHI C TOpoXoM. OJTHAKO MOJIYYEHHBIE UM PE3YJIbTaThl U UX T€HHAILHOE 0000IIeHUE
M03BOJIMIM MeH 1elo BIiepBbie ChOpMyTMpPOBaTh 3aKOHBI HACJIEIOBAHUS U CO3/1aTh
MPOYHYIO OCHOBY JIJISI TEHHOM T€OPHUH.

O 3HaueHuu 1151 HAyKU MeHielns 1 ero paboT XOpOoIIo CKa3al U3BECTHBIM
aMepUKaHCKHI reHeTUK PeiiBuH: «OH NOMHSJICS HA BHICOYANIIIYIO CTYIIEHb, TPEJCTABUB
a0CTpaKTHOE, HO BMECTE C TEM JIOCTYITHOE IKCTIEPUMEHTAILHON MTPOBEPKE OOBICHEHHUE
CBOUX OTKpbITUH. Ero TeopeTnyeckuii Tpyj CiaeayeT paclieHuBaTh Kak CO3JaHue HOBOM
OMOJIOrMYECKON HAYKH O Mepejiaue HACIeICTBEHHBIX 3a1aTKOB OT POJIUTEIEH
MOTOMCTBY»*. [IpUHITUTIBI HACJIEICTBEHHOCTH, YCTAHOBJIEHHBIC MEH 1eJIeM, TIOUTH TaK JKe
BaXKHBI ISl OMOJIOTHH, KaK B CBOE BpeMs aTOMHas Teopus [laapToHa 1Sl XUMUH.

B aT10ii kHUTE MBI HE Oy/1eM BAaBaThCS B CIOKHbBIC JIETATd MEXaHW3Ma HaclleJOBaHMUS.
OTo0 crienuanbHas 06yacTh. UuTaTenp Mpu xKeJdaHUuU YriyOuTh CBOU 3HAHUS MOXKET
MOJYYHUTh 3TU CBEJICHUS U3 TanaHTIuBbIX KHUT H. JIyunuka «Ilodyemy s moxox Ha mamy»
i [apnoTrTel Ayspb6ax «HaciencTBEeHHOCTbY U APYTUX HAYYHO-TIOMYJISIPHBIX U3AaHUN.
B sTon

*A. PeliBuH. OBomonus reHeTuku. M., «Mupy, 1967,
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IJIaBE MBI AaJUM JIHUIIb KPATKOE, 3JIEMEHTAPHOE ONIMCAHUE MEXAHU3Ma HACJIEA0BaHU,
CTapasichb HE MEPErpyKaTh YUTATENS] HOBBIMU MOHATUAMHU U TEPMUHAMU.

He3b1651eMbIM 3aKOHOM >KMBOM MTPUPOIBI SBIISIETCS BOCIPOU3BEIeHHE ce0e MOA00HBIX,
YTO MO3BOJISIET COXPAHATH IPEEMCTBEHHOCTh MEXKY MPOUUIBIM U HACTOSIIIINM.

HoBblil yenoBedyecknili OpraHu3M BO3HHKAET B PE3YJIbTATE OMIOAOTBOPEHUS
SAULEKIETKH (3UTOThI) KEHITUHBI CTIEPMATO30MI0M (ITOJIOBOM KJIETKON) MY>KUMHBI. Takum
00pa3oM, MOJIOBBIE KJIETKH SBJISIOTCS KaK Obl )KUBBIM «MOCTUKOM)Y, CBSI3bIBAIOIIUM
MOKOJIEHUS MEX1y co00il. OTHAKO OTIOJOTBOPEHHOE U0 — 3TO TOJBKO MEPBBIH 3Tl
3apoXkAarolLIenics )KU3HN. B mpoliecce nociieayomero pa3BuTHs OHO TOJKHO IPOUTH
LEIYIO LIEeTb CI0XKHBIX MPEBPAIEHU B yTpoOe MaTepH, MPEXk/Ie YeM MOSIBUTCS HA CBET
pebeHok. {5 6yaronpusTHOTO Pa3BUTHA OIJIOIOTBOPEHHOTO siilla TpedyeTcs
cOOJII0/IeHUE LEI0ro psiJia yCIOBUHM, HAPYIIEHUE KOTOPHIX MOXKET MPUBECTH K €T0
HEIMPaBWIBHOMY Pa3BUTHIO U JIake rudenn. IMOPUOIIOTH, U3yYaloluue HHTUMHBIE
IIPOLIECCHI Pa3BUTHS 3apOABIIIA YETOBEKA, CMOTJIM YCTAHOBUTH, YTO BCKOPE MOCIE
OIUIOJOTBOPEHMS SIUIIO MOABEPracTCsl KIETOYHOMY JAEJIEHUIO U MPEBPAIAETCS B
MHOTOKJIETOUYHBIN OpraHu3M. DTH KJIETKU OYAyT UCIOIb30BAaHbI KAK CTPOUTENbHBIN
Matepual («KKUPIUYUKU») JIJIs1 CO3JaHus TKaHEel U OpraHoB OyAYILEro YyeiaoBeKa. Y UeHble
CUMTAIOT, YTO K MOMEHTY POKIEHUS Ha (JOpMHUpPOBaHKE OpraHu3Ma pedeHKa Tpedyercs
okoJ1o 200 MumuapAoB KieTok. OueHb BaKHOH 0COOCHHOCTBIO KaXKI0M KIETKU SIBISETCS
TO, YTO OHA HECeT B cebe OrpOMHBIN 3amnac reHetTuueckoi nadopmanuu. [lo Mmuenuro
OJIHOTO U3 HCCleloBaTeNlel, Kak/1as KiIeTKa Kak Obl pacrosaraetT oOInupHOn
OuOIMOTEKOM, B KOTOPOIi 3a)MKCUPOBAHO KaK MPOILIOE YeJIOBEYECTBA, TaK U
MIEPCIIEKTUBA €r0 MOCIEAYIOIEH )KU3HN — TE€HETHYECKAsi IpOrpaMMa WHIUBUAYAIBHOTO
pa3BUTHAL.

Ho kak ke Bce-Taku IPOUCXOIUT HACIEIOBAHUE?

Jleno B TOM, 4TO KJIETKa UMEET CBOM OCOOCHHOCTH, OOBSACHSIONINE MEXaHU3M Iepelavu
HACJIEeJICTBEHHOCTU. B Kak/10M KJIeTKe J1Ba MIaBHBIX CTPYKTYPHBIX U OMOXUMHUYECKUX
KOMIIOHEHTA: HUTOIUIa3Ma U SApo. B KIETOUHBIX Sapax pacrnonaraoTcss XpoMOCOMbI —
HUTEBUJIHbIE 00pa30BaHusl, SBISAIOMIUECS HOCUTEISIMU TeHeThYecKoi nudopmanuu. Jls
3JI0POBOT'0O YEJIOBEKA XapaKTePHO MOCTOSTHHOE KOJIMYECTBO (POBHO 46), BEJIMUMHA U
dbopma XpoMocoMm, orpeiesiieMble TOHATHEM KapuoTHIl. B siapax comaTnueckux KIeToK,
T. €. KJI€TOK, 00pa3yloInX TKaHU YEJIO0BEKa, COACPKUTCS 23 mapbl
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xpomocoM. [Ipuuem 22 nmapsl XxpoMocoM (0MHAKOBBIC KaK JIJIsi MYKYUH, TaK U JIJIs
KEHIIMH) MOJIYYWIA Ha3BaHUE ayTOCOM. 23-51 Tapa OTHOCHUTCS K TIOJIOBBIM XPOMOCOMAM:
IS )KEHIIUH XapaKTepHO Hamnure XX XpOMOCOM, a ISt My»K4nH — XY. Takum
o0Opazom, hopMyTy XpOMOCOMHOTO Habopa JJIsl >KEHIIIMHBI MOKHO TIPEJCTABUTH KaK
44+XX, a nus MmyxxunH — 44+XYVY.

VY unrarens MOXXKET BOSHUKHYTh HEJJOYMEHHUE: a KAKOBO K€ OyJIeT YUCIIO XPOMOCOM IPHU
CIIUSIHUU MY>KCKOM M )K€HCKOW MOJIOBBIX KJIETOK MpH omioioTBopeHun? 46+46 = 9279 Her,
Tak He npoucxoaut! [Ipuponaa, CTpeMsACh K IOCTOSTHCTBY COXPAHEHUS Pa3IMUYHBIX
MpeICTaBUTEINEH KUBOTHOTO M PACTUTEIBLHOTO MUPA, «IIPEANPUHSIIA» HEOOXOJUMBIE
Mepsl. Lutonoru (yuensle, n3ydaroniye KjIeTKy) CMOIJIM YCTAHOBUTD, YTO TOJIOBbIE
KJIETKU (raMeThl), IPUHUMAIOLIUE YYACTUE B OIUIOJOTBOPEHUH, B CBOEM KIIETOUHOM SIIpe
HECYT HETOJIHBIN, a OJIOBUHHBIN HAOOp XpoMocoM, T. €. He 46, a 23. Ilpu
OILIOIOTBOPEHUH MPOUCXOIUT BOCCTAHOBICHHE XPOMOCOMHOT0 Habopa 10 46. s
HATJISTHOCTH 00paTUMCs K OOIIETIPUHATON cxeMe (pHC. 0) U MPOCIEIUM Nepeaady
HACJIeJICTBEHHOI0 MaTepuaia oT poauteneit aetsm. Ha pucynke cieBa o003HayeH oTell,
IUIs1 KOTOPOTr0 XapaKTEpPHO HAJIMYKE MOJOBBIX XpoMocoM XV, a cripaBa — Marth, y
KOTOpPOM UMEITCS IBE X XpOMOCOMBbI — XX.

Hcxoanas K MOMEHTY JIeJIeHUs KJIeTKa MpU MEePBOM, PEIYKIIMOHHOM JIEJIEHUU 00pa3yeT
IIBE€ TOYEPHHE KIIETKH, UMEIOIINE 10 23 XpoMocoMbl Kaxaas. [Ipu BTopom aeneHun
(MeiloTHueckoM) 00pa3yloTCs YeThIpe JOUEPHUE KIETKHU, KaXKIash UX KOTOPBIX TaKkKe
COJIEPKUT 10 23 XxpoMocoMbl. [Ipu cusiHUM criepMaTo30Ma U SUIIEKIETKH 001Iee YUCII0
XpPOMOCOM Y/IBaMBAETCS U CHOBA CTAHOBUTCS paBHBIM 46. Takum oOpazom, Oyaymuit
peOEHOK MOTy4YaeT NOJOBUHY XPOMOCOM OT MaTepH, a APYTyIo MOJIOBUHY — OT OTHLA. JTO
OY€Hb BaXKHBIN (PaKT, TOBOPSIINI O TOM, UTO 32 COCTOSIHHE 370POBBs OyyIIero pedeHka
OJIMHAKOBO OTBETCTBEHHBI U MaTh, U OTELL.

Ntak, XpOMOCOMBI SIBJISIFOTCSI HOCUTEISIMU T€HETHUECKON MH(DOpMAIIHU. A KaKOB ke
XUMUYECKHUI COCTaB ATUX TAMHCTBEHHBIX 00pa30BaHuii? DTOT BONPOC BOJTHOBAT YUYEHBIX
MHOTHME TOJIbl, 3aCTABJISI UICKaTh HOBBIE METOI0JIOTUYECKUE Iy TH JJISI PELICHUS ATOU
CJI0’KHOM 3a/1auM. Y CIIeX MPUIIIEN B PE3YJIbTaTE MHTCHCUBHBIX HAYYHBIX U3bICKAHUMN
OMOXUMUKOB U PU3NKOB. CTaJIO U3BECTHBIM, UTO OCHOBHBIM XUMHUYECKHUM KOMIIOHEHTOM
XPOMOCOMBI SIBJISIETCSL IBYCITUPATIbHBIE MOJIEKYJIbI I€30KCUPUOOHYKIEMHOBOW KUCIIOTHI,
KOTOPYIO COKpPALIEHHO
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npunsaTo teneps HazbiBaTh JJHK. Takum o6pazom, JJTHK cnenyer paccMatpuBath Kak

MAaTCPUAJIBHYIO OCHOBY HACJICIACTBCHHOCTH B KJICTKC.

OIIHaKO KaK HU T'PpaHINO3CH OBLI YCIICX B ITO3HAHUU CYIITHOCTH HACJICACTBCHHOI'O

BCIICCTBA, OH BCC KC HC AdaBall
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OTBETa Ha MHOTHE BOMPOCHL. Bo3HMKIIa HEOOXOIUMOCTH B O0Jiee JeTalbHOM U3YyUEHU U
ctpoenust IHK st Toro, yToObI pecTaBUTh MEXaHU3MbI U 3aKOHOMEPHOCTH 3aITUCH U
BOCIIPOM3BECHUS TeHeTHUeCKOU nHpopManuu. 31ech, BUAUMO, CIAEAYET YIIOMSHYTh, YTO
MOJIEKYJISIPHBIE OCHOBBI HACJIEICTBEHHOCTH OBLIIM U3YYEHBI HE Ha YEJIOBEKE, a Ha
MeJTbYaNIINX )KUBBIX OpraHU3Max — BHpycax U OakTepusix. ITo 0ObSICHIETCS TEM, YTO
JUTSL XAMUYECKOTO aHaIn3a ObLI0 HEOOXOJMMO IPOBE/ICHUE UCCIIE0BAHUM Ha
M30JIMPOBAaHHON KiIeTKe. OpraHu3M e 4eJIOBEKa, KaK MBI YK€ YIIOMUHAJIH, COCTOUT U3
MUJIIMAPA0B TECHO B3aMMOAECHCTBYIOIINX KIETOK, U BBIAECICHUE OJHOW U30JIMPOBAHHOM
KJIETKU ABJIAETCS TpyAHOU 3anauell. CaMbIM y1OOHBIM OOBEKTOM JIJIsl 3TOTO M OKA3aJIHCh
0o0J1ee IPOCTHIE 110 CBOEMY CTPOCHHIO OpPraHU3Mbl — BUPYCHI U OAKTEPUH, KIETKU
KOTOPBIX XOPOIIO KYJIbTUBUPYIOTCS B TaOOpaTOpHBIX ycioBusX. [IpoBenennbie
MCCJIeI0BaHUS MOKA3aIM, YTO MHPOpMALIKs, ONPEAeIoNas T€ Ui UHbIE IPU3HAKU
OpraHu3Ma, 3aJio)keHa B OTJENbHBIX yyacTkax O0ombinoi Monekynsl JIHK. Oty yyactku u
MIPUHATO HA3bIBaTh FEHAMH — €JUHULIAMH HACJIEACTBEHHOCTH.

N3BecTHO, YTO reHbl, BXOASIIHNE B COCTAB XPOMOCOM, PACIIONIAratoTcs B JMHEHHOM
MOPSIAKE U «OTBEYAIOT)» 3a ONPEEICHHBIN NMPU3HAK OpraHu3Ma. ['eHeTuKaMu 31a
0COOCHHOCTh 0000111aeTCsl B CBOETO pojia (popMyiy: «OJAUH Te€H — OJUH MpU3HaKy». Eciu
paHbllie MOApa3yMeBaIM, UTO OJUH T€H «OTBEYAET) 3a KaKOM-INOO0 OINpeaesIeHHbIN
MIPU3HAK, TO B HACTOSIIEE BPEMS U3BECTHO, YTO KaXKIbld T€H KOHTPOIUPYET
OTIpEJINICHHYI0 OMOXUMHYECKYIO PEeaKIUIo, MPOTEeKalou[yto B opranuzme. dopmyna Oblia
yTOYHEHA: «OJUH T'eH — oJuH hepMeHT». B nmocnenyromeM — Kak MUIIET Jlaypear
HoOGeneBckoil mpeMuu, 0MH U3 co3aaTenieid Moaenn MoneKkysipHoit ctpyktypsl JAHK [Ix.
YOTCOH — «CTaNo CHO, YTO MEXAY '€HOM U MPU3HAKOM HE CYHIECTBYET MPOCTOTO
COOTHOUIEHHUS U YTO BCE CIIOKHBIE IPU3HAKN OPraHU3Ma KOHTPOJIUPYIOTCS MHOTUMHU
reHaMmw». Bcsi COBOKYITHOCTh F€HOB OpraHU3Ma, IOJIy4eHHask OT POJUTENEH, COCTABIISET
€ro reHoTuIl. Hapsiny ¢ TEepMUHOM «T€HOTHUID) TEHETUKAMU HUCTIONB3YETCS U APYTroi
TEPMUH, O KOTOPOM YHMTATENI0 HEOOXOUMO 3HaTh,— «peHnorun». [lox penorunom
MOAPA3YMEBAECTCS KOMIUIEKC BHEIIHUX IPU3HAKOB OpraHU3Ma, IPOSIBISIOMIMNXCS B
IIPOLIECCE KU3HH.

JIJ1st MeTMKOB 3TU MOHATHUS HE aOcTpakius. OHU OYEHb BaXKHbI U MOTYT OBITh
MCIIOJIb30BaHbl B IMArHOCTHUKE IEJIOT0 Psifia HACIEICTBEHHbBIX 1€(EKTOB, TaK KaK JJis
HEKOTOPBIX 3a00JI€BaHU C U3BECTHBIM T'€HOTHIIOM XapaKTEPEeH CBOM crieluPuiecKuit
dbenoTu.
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[Tpu 3TOM Ha OCHOBaHMU (PEHOTUNTNUYECKUX (BHEITHUX) MPOSBICHUN Bpay, OTHAXKIbI
yBUIeB peOeHka ¢ 0one3Hbto /ayHa, MOXKET AMarHOCTUPOBATH 3TO HACIIEICTBEHHOE
3a0osieBaHue, 1aKe HE MPOBOJIS CIIEHUATBHBIX IIUTOTEHETUYECKUX UCCIIEIOBAHUM.

B 10 e BpeMsi XOpOIlIo U3BECTHO, YTO JAJIEKO HE BCEr/la UMEETCs YEeTKask B3aUMOCBS3b
MEXAy FeHOTUIIOM U (heHoTUnIoM. OueHb 4acTo JJIsl HACJIEeICTBEHHbBIX 3a00IeBaHUM
CBOMCTBEHEH CBOU OINpeeNIeHHbI TeHOTHUIT (M B ’TOM HUX Pa3jIMyuKe), B TO BpeMsl Kak
(hEeHOTUITMYECKHE, BHEIITHUE TPU3HAKHA MOTYT OBITh CXOJIHBIMU. DTO 3HAYUTEILHO
3aTpyAHSET [JIs1 Bpaya CBOEBPEMEHHYIO IOCTAHOBKY NTPaBUJIBHOIO IHarHo3a. Taxk,
XPOHUYECKOE BOCTAJIEHUE JIETKUX (HEHACIIEACTBEHHOE 3a00JI€BaHKE) IO CBOUM
MpU3HAKaM OYEHb MOX0KEe Ha MYKOBHUCIIM103 (HACIEICTBEHHOE 3a00JIeBaHKE,
00yCJIOBJICHHOE TTOPAKCHUEM TOHKEITYTOUHOM Kelie3bl). OOBIYHBIN paxuT, CBSI3aHHBIN C
HEJI0CTaTKOM BUTaMuHA D, KpaliHe TpyIHO ObIBa€T OTIIMYHUTh OT TaK HA3bIBAEMBIX
PaxuTONO00HBIX 3a00JIeBaHUN HaCIeICTBEHHOM puposl: cuuapom Jle Touu — Jlebpe
— danxonu, pocharauader, runodocdarazus u ap.

Kaxx1p1il reH B XpoMOoCcOMe 3aHUMAET OIpeielIeHHOe MecTo (JIoKyc). B xpomocomax
OJIHOM mapsbl (071HA, TIOJYYEHHAs OT MaTepH, JIpyrasi — OT OTLA) I'eHbl, 3aHUMAIOIIINE
OJIMHAKOBBIE ITOJIOKEHHS M KOHTPOJIMPYIOIIUE OJIUH U TOT K€ MPU3HAK OPraHu3Ma,
Ha3bIBAIOTCS ajiedbHbIMU. ClieI0BaTENbHO, KX OpraHu3M 00J1a1aeT ajjieIbHbIMU
reHaMHd. [I0CKOJIbKY /1Ba ajlIeNIbHBIX T€HAa KOHTPOJIMPYIOT OJIUH U TOT K€ MPU3HAK,
HaIMpUMEP MPOU3BOJCTBO OJJHOTO M TOTO ke MPOayKTa (pepMeHTa, MUTMEHTa U Tp.), OHU
110 OTHOIIEHHUIO JIPYT K APYTY HAXOJATCS B KOHKYPEHTHBIX B3aUMOOTHOIIEHUAX. Ecnn, K
pUMEPY, PACCMOTPETh HACIIEJOBAaHUE LIBETA PAAYKHOM 000JI0UKH TJ1a3, TO «00pb0ar»
aJJIEJIbHBIX TEHOB COCTOUT B TOM, YTO OJIMH M3 HUX IIBITAETCS» OKPACUTH IJ1a3 OyayIIero
pebeHka B rofry0oi 1IBET, a APYroll — B Kapuid UM YEpHBIN. 37€Ch ClelyeT NPUHATH BO
BHHMAaHUE, YTO Y KaXXJI0T0 OpraHu3Ma MapHbIe T€Hbl MOTYT OBITh UM OJMHAKOBBIMH, WIIH
pa3HbiMu. Eciii peOeHOK Moayyuit OT OTIa U MaTepy OJIMHAKOBBIC MAPHBIE TEHBI,
KOHTPOJUPYIOIINE, HAIIPUMEP, TOJIyOOH BET paay KHOM 000JI0UKH Ti1a3, TO LBET Ii1a3
pebeHka OyeT Takoil ke, Kak y MaTepu 1 oTla. Takoi opraHu3M, UMEIOIINI OJJMHAKOBbHIE
MapTHEPHBIE T'€HbI, HA3bIBAETCS TOMO3UTOTHBIM I10 3TOMY NpU3HaKY. B TeX ke cimydasx,
KOTJja IapHbI€ T'€HbI Pa3HbIC, OPTaHU3M 10 ’TOMY NPU3HAKY ABISAETCA €TEPO3UTOTHBIM.
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[Ipu 3TOM MaTh MOKET UMETH IJ1a3a royooro 1BeTa, a oTel — Kapue. Bot Tpynnas
auieMMa, BO3HUKAIOIIAs nepe]; peOeHKOM: KOMY YroAuTh — OTiy win marepu? K
CYACThI0, peOCHOK HE MOXKET PELIUTh 3Ty MPOOJIEeMy caM, U IPUPOa HE CTABUT Mepe]] HUM
ATOT KOBapHbIM Bonpoc. [lepenaya Hacie1CTBEHHOTO MPU3HAKA IOJUYUHAETCS TOYHO
chopMyIMpOBaHHBIM 3aKOHaM ['peropa Mennens, coriacHoO KOTOPBIM aJuleNIbHbIE TeHbI
MOTYT OBITh JOMMUHAHTHBIE U peliecCUBHBIC. M3BECTHO, YTO aJjielb, OTBEUYAIONINI 32
Kapuil WIK YEpHBIA LBET PaAy>KKH, SIBISIETCS JOMUHAHTHBIM (MPEBATUPYIOIINM) 110
OTHOILIEHUIO K PELIECCUBHOMY rojlyoomy. B retepo3urotHom opranusme Bcerja
JOMUHUpPYeT Kapuii 11BeT. CienoBaTeNbHO, y peO€HKa OyAyT Kapue riasa.

TeM He MeHee, MOT'yT BCTPEUYaThCsl CEMbU, B KOTOPBIX Kaperja3ble POIUTEIN UMEIOT
roiay0ornasbix nerei. Jljis HeloyMeBaloUuX CYIpyroB CielyeT UMETh B BUY, UTO B
MOJO0OHBIX CUTYalUSIX HEOOXOAUMO MPUIOMHUTH IBET TJ1a3 CBOUX OJIMKANIINX
ponctBeHHUKOB. Hepenko nex wiu 6abyuika 1o JMHUM MaTepu WIH OTIa UMENH roJ1yoon
L[BET IJa3, T. €. POAUTENN peOeHKa ObUIN FeTePO3UTOTAMH.

O dexT 3TOro «romyooro» peecCuBHOrO reHa IposBISETCS TOJIBKO B TOMO3UTOTHOM
cocTostHUU. OJHAKO M0 BHEIIHEMY BUY HEBO3MOKHO ONPEAEIUTH, KTO U3 IBYX
pOAUTEIIEH C KAPUMHU IJIa3aMU TOMO3UTOTEH WJIU YK€ I'eTEPO3UTOTEH 110 TEHY,
KOHTPOJIPYIOIEMY Kapuii LIBET IJ1a3, Beb IJ1a3a y 000MX POAUTEIEN OAHOIO U TOTO XKe
L[BETa — Kapue.

['ensl 005127A10T U APYTUMH CBOWCTBAMU, KOTOPbIe HEOOXOAMMO UMETh B BUAY.
Hanpumep, ren MOXXeT 0Ka3bIBaTh CBOE BIUSHHUE HE TOJIBKO Ha KaKOW-IMOO0 OJUH, a Ha
MHOTH€ IPU3HAKU. B 3THUX cilyyassX FeHETUKU TOBOPAT O SIBJICHUU IUIEMOTPOITHOCTH I'eHA.
XO0poHIo U3BECTHO, YTO OOJIBIIMHCTBO MPU3HAKOB YEJTOBEKA U dKUBOTHBIX 3aBUCUT OT
MHOTHUX I'€HOB.

Kak yke ynoMHHAJIOCh paHee, B 3TOH IIaBe HAMU HE IIPECIIeI0BaIach Leb 1aTh
JE€TAIbHOE OINMMCAaHUE MEXaHU3Ma HacJIeOBaHNs. MBI CUATAIN BO3MOKHBIM OIPAHUYUTHCS
TOJIBKO CaMOU MPOCTON CXEMOM, MUHUMYMOM ITOHSATUN U TEPMUHOB.

Hawm xorenocs nokasars, 4TO HaCIEACTBEHHOCTh, OKYTaHHAsl B TCYCHUE MHOT'UX BEKOB
TalHOM, ITO3HAaBaeMa U UMEET MaTEPUAIIBHYIO OCHOBY B BUJIE 3aKIIFOYEHHBIX B XPOMOCOMBI
monekyn JTHK.



HACJIEACTBEHHOCTH
U OKPYKAIOIIIUIA MUP

Hpem,myume pa3acibl ATOM KHUTH JOJI?KHBI OBLIH y6CI[I/ITB YUTaTCIIA B TOM,

HACKOJIbKO BEJIMKA POJIb TEHETHUECKUX MEXAHU3MOB B (POPMUPOBAHUU 3/I0POBbSI
yenoBeka. [lepenaya HacaeCTBEHHBIX MPU3HAKOB MPOUCXOAUT IO YETKUM
OMOJIOTUYECKUM 3aKOHaM, IIEPEBEICHHBIM Ha s13bIK MaTeMaTHUKU. OqHAKO ObLIO ObI
JIETKOMBICITUEM YTBEPKIATh, UTO 3JOPOBbE UEIOBEKA OOYCIOBIECHO TOIBKO
HaCJIEeJICTBEHHBIMU (paKTOpaMu. ITO MPOTUBOPEUHIIO OBl OMIBITY YETIOBEYECTBA B LIEJIOM U
Ka)XJI0T0 U3 Hac. MBI XOpOIlIo 3HaeM, 4TO 3J0pOBhE 00IIeCTBA ((Pu3nUecKoe U
MICUXMYECKOE) HAXOJIUTCS B TECHON B3aMMOCBSI3H C OKPY’KaIOIIUM HAC MUPOM WIIH, KaK
TOBOPAT YYEHBIE, C OKPYKAIOIIEN CPELOM.

OnpIT Halel CTpaHbl, PEBOJIIOLMOHHBIE IPEOOPa30BaHuUs B dKU3HU 00IIECTBA SIBISIOTCS
yOeIUTEIbHBIM U SIPKUM IPUMEPOM 3aBUCUMOCTH COCTOSIHUS 3/I0POBbsI UETIOBEKA OT
BHEIIHUX yciaoBUi xu3HU. [locTosiHHas 3a60Ta 00 0XpaHe 310pOBbsl, 00 yIyUlIEHUU
KWIHIIHBIX YCIOBUMA, MaTepUaIbHOr0 00ECreYeHs] 1 MHOTOTO APYToro mpusesia K
03 OPOBJICHUIO HACEIICHHUS.

YenoBek 0CBOMII Hallly HEOOBIYIO IUIAHETY, U TENEPh TPYAHO MPEACTABUTH cede
KaKoe-TM00 MeCTeYKO Ha 3eMHOM LIape, rje Obl He cTynajia Hora yenoBeka. Jlroau
3acenuiu Kpaitnuit CeBep 1 TpOIUKH, MU O0XKUTHI MJI0IOPOAHBIE TOJIUHBI U
OecruioAHbIe TOPHBI, MyCTHIHU U OCTpoBa. Ha yenoBeka NelcTBYIOT HU3KHE U BHICOKUE
TEMIIEPATYPBI, HU3KOE JTABJIECHUE U MOBBIIIEHHAS BIAXKHOCTb, pa3Has 10 CBOUM KayeCTBaM
numa. CoBpeMeHHas HayKa U IPOMBIIIJIEHHOCTh PE3KO U3MEHUIN OKPYKAKOLYIO
YEJN0BEKa Cpeay: BO31yX, pEKH, 03epa, MOpsl, NOUBY. JIOCTHIKEHUSI XUMUHU TIPUBEIH K
BBINYCKY KPACUBBIX U JCIIEBBIX, HO HEOOBIYHBIX MATEPUATIOB ISl OJICHK/Ibl YEJIOBEKA.
Bpsin nu Haiiercs XoTh OAMH YEJIOBEK B TOPOJIE WM B JIEPEBHE, B 00MX0/1€ KOTOPOIO HE
ObL10 OBI py0ax,
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KOCTIOMOB, IIJIAIICH, 4yJIOK U JaXKe TOCYIbl U3 CHHTETUYSCKUX MaTepHrasioB. JleueHue
HApOJHBIMH CPEJICTBAMH, B KOTOPOM HCITOJTb30BAIUCH TPABBI U COIBETHS, BHITCCHIIIN
Je4eOHbIE CHHTCTHUCCKHUE TIperapaThl. B CEIbCKOM XO3SMCTBE CTAIN ITUPOKO
HCITIOJIB30BAThCSl XUMUYECKUE yIOOPCHHUS, SIIOXUMHUKATHI U T. TI. He MokeT OBbITh
COMHCHHS B TOM, YTO IIMBHJIM3AITUS TIPHHECIIA YEIOBEKY Maccy OJiar, o0Jeryuia emMmy
KU3Hb, cenana ee 6osee koMpopradenpHON U KpacuBoil. Ho, kak roBOpsT, y Kax a0
MeJIaJIi JIBE CTOPOHBI. Bcerma mu 3Ti u3MeHeHus BO BHENTHEH cpejie ObLIN 0JIarOTBOPHBI
JUTSE 370pOBBs YesioBeka? Hert, He Bcerna.

YemoBek B COBPEMEHHOM MHUPE CTaJI 0COOCHHO IICHUTH 3eJIeHb AyOpaB, TJ1ajahb
BOJIOEMOB, YUCTBIA BO3YX M mieOeTanue ntuil. OXpaHss CBOE 3I0pOBbE, OH, HE
OTKa3bIBasICh OT ITUBUJIN3AIINH, B TO )K€ BPEMs YITOPHO OOPETCS 32 OXpaHy OKpYIKaromen
ero cpeabl. B kakoii ske B3auMOCBSI3M HAXOAUTCS 3J0POBbE YCIIOBEKA, HACIICICTBEHHOCTh
Y BHEUIHAS cpena?

Xoporo u3BecTeH adopusM, 4TO UCTHHA poxaacTcs B criope. Ilpu pemeHun Bompoca o
POJIM HACJICICTBEHHOCTH U CPEJIbl B KU3HEEATECILHOCTH OpTraHu3Ma BEIUCh JKapKHe
auckyccuu. Tereph ¢ MO3UIMK COBPEMEHHOTO YPOBHS 3HAHHA MOYET MTOKA3aThCs, UTO
JUTSI TAKUX MHOTOJICTHUX CIIOPOB HE OBLIO JOCTaTOYHO BECOMOTO MoBoj1a. Benp naxe Ha
3ape pa3BUTHS 'EHETUKH KaK HAYKHA YYCHBIM ObLIO OYEBHIHO, YTO HACIICICTBEHHOCTh U
cpella HaxOJsATCS B KAKUX-TO OMPE/ICICHHBIX B3aMMOOTHOIICHHUIX. TeM He MeHee, B X0JIe
JTUCKYCCHH MCCIICIOBATEIH pa3IeIMINCh Kak Obl Ha aBa yiarepsi. OJlHa rpymmna y4eHbIX
OTJaBajia MpearnovYTeHUe GakTopaM Cpebl, a apyras — (hakTopaM HACJICICTBCHHOCTH.
Toabpko B MOCHIETHNE TOJIBI YTBEPAWIACH CIMHAS TOYKA 3PEHUS, COTIIACHO KOTOPOM
HACJICJICTBEHHOCTh U Cpe/ia HaXOSATCS B TECCHOM B3auMojeicTBUU. [Iprdem craio
OYEBHJIHBIM, YTO Y YEJIOBEKA HE MOKET OBITh TAKOTO MPU3HAKA, KOTOPBIHA MOTHOCTHIO OBLIT
OBl HE3aBUCUM OT I'€HOTHITA MJTU OT CPEeABl. DTH JABa (DaKTOpa HENNb3s pacCMaTPUBATh
OTJICIBHO JIPYT OT JIpyTa.

JlaBaiiTe oOpaTUMCsl K KOHKPETHOMY TpUMepy. Bo3M0KHO 11 HaclieqoBaHUE
MIPU3HAKOB, MPUOOPETEHHBIX YCIIOBEKOM B TCUCHHUE KU3HU? J[0ITyCTHM, YTO YEIOBEK
HAy4YHJICS BUPTYO3HOM UT'PE HA TUTAPE WU TPYOE, TOCTUT COBEPIIICHCTBA B
N300Pa3UTEIIFHOM HCKYCCTBE WIIM B CIIECAPHOM Jiejie. YHACICIYIOT JIK €ro JIETH ATH
KauyecTBa, MPUOOPETCHHBIC UM B TCUCHUE KU3HU?

JIJIsi COBpEMEHHOTO YeJIOBEKA, IIOCTOSTHHO YUTAIOIIETO MONYJIIPHYIO HAYUIHYIO
JUTEPATYPY, MOXKET ITOKA3aThCs
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HECEPbE3HBIM CaM MpeaMeT TUCKyccuu. OHaKo UCTOPUS OMOJIOTHUN HE J1aeT 0osiee IPKOTo
npuMepa MHOTOBEKOBOM OOPBHOBI B3IJIS0B, YEM BOIIPOC O HACIICIOBAHUY WIIH
HEHACJIeIOBaHUH PHUOOPETEHHBIX TPU3HAKOB. Haiu oTaaneHHbIe MHOTUMU
NECSITUIETUSIMU U COTHSIMM JIET IPEAKU HAMBHO BEPUJIM B TIepeIady MOTOMCTBY
MPUOOPETCHHBIX B TCUCHUE KU3HU NMPU3HAKOB. OO 3TOM rOBOPSAT MOITHYECKUE CKA3aHU,
penurno3nbie MUQBI U 1ake HayuHble TpakTaThl. Tak, Hanpumep, B XVII B. Kunesm
JlurOu CoBEpILIEHHO CEPhE3HO B CBOCH MOHOTrpaduu mucai o0 0JHOM KOTe, y KOTOPOTO B
IOHOCTH OBLT OTPE3aH XBOCT M BIIOCJIEACTBUU IMOJOBHHA KOTST pOJaUIach 0e3 XBOCTa.
Jaxxe Benukui Juapo nomyckan BO3MOKHOCTh HACJIEJOBAHUSA MEXAHUUYECKUX
MOBpEXACHUM: «S TOTOB JymMaTh, YTO €CJIM B TEUCHHE JOJTOr0 epruoia oTpyodarh y psia
MOKOJICHUH PYKHU, TO OJIYIUTCs O0e3pykast paca». B quckyccuu mo 3toi npoosieme
MIPUHUMAJIM AKTUBHOE YYacTHE TaKHE U3BECTHBIE yueHbIe, kak Jlamapk, Y. lapBun, K. A.
TumupsizeB, @pencuc ['anton, J. I'ekkens, B. O. KoBanesckuii, T. Mopran, A. Beiicman,
H. K. Konsnos, C. C. YerBepukos, A. C. Cepedposckuit, H. 1. BaBuios u npyrue.
TonbKO COBpEMEHHAsI TEOPHS IBOJIIOLMHU, IBUBLIASICS CUHTE30M KJIACCUYECKOTO
JApBUHU3MA U IOCTHXKEHUW T€HETUKHU, OTKPBIBIIEH MOJEKYJISIPHBIA MEXaHU3M
HACJIEACTBEHHOW U3MEHYMBOCTH, CMOIJIa 1aTh YETKAM OTBET — HACJICIOBAHUE
MPUOOPETEHHBIX MIPHU KU3HHU MPU3HAKOB HEBO3MOYKHO. DTO CBS3aHO C TEM, YTO
nercTByromue (akTopbl BHEIIHEH Cpelibl, HEPEAKO MPUBOASIINE K 3HAYUTEITLHOMY
HapYIICHUIO COCTOSHUSI 3/T0POBbs U JaKe K UHBATUIHOCTH (HapUMeEp, TPaBMaTUYECKUE
MOBPEXKACHUS KOHEYHOCTEH U Tp.), HE U3MEHSIOT HACIECTBEHHOTO BEIlIeCTBA KIETKH.
OHO 3a cueT peryasaIMOHHBIX MEXaHU3MOB 00JIaIaeT J0CTATOYHON YCTOMUHNBOCTHIO K
JNEUCTBUIO CIIy4YalHBIX BHEITHUX BO3ACHCTBUM. ITO CBOMCTBO MPUPOIbI HENB3S
paccMaTpuBaTh KaK € HECOBEPILICHCTBO, HA000POT, 001a1as1 TAKOW CIIOCOOHOCTHIO,
JIOCTATOYHO HAJIEKHO 3aAIMIIAIONIEH HACIEICTBEHHOE BEIIECTBO, PUPOIA COXPAHIET HA
MPOTS)KEHU MHOTHX BEKOB MHOTOYUCIICHHBIE BUJIbI )KUBOTHOT'O M PACTUTEIIBHOTO MUpA.

J1o cux mop cpeau yUYEeHBIX HET €AMHOTO MHEHUS, B KAKOM MEPE BBIIAOIINECS KaUueCTBA
YEeJI0BEUECKON TUYHOCTH MOTYT MEpeaaBaThes no HacneacTBy. C OJTHOW CTOPOHBI, KakK
OynTo ecTh (DaKThI B MOJIL3Y HACIEOBAaHUS. B 3TOM OTHOIIIEHUH CBEIEHUSI B OCHOBHOM
KacaloTCsl 3HaMEHUTBIX JII0JICH, pOJOCIOBHBIE KOTOPBIX ObUIH HanboJee moapoOHO
M3Y4YE€HBI. 3/1€Ch CIEIYET CKa3aTh, YTO IPU MU3YUYCHUHU HACJIEACTBEHHOM Mepeaayu TOTO WIH
MHOTO MPU3HAaKa
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HEOOXOAMMO MTPOBOJNTH COTIOCTABJICHHE aHAJIOTUYHBIX MTOKA3aTeNe y pOIUTENCH, JeTei
U y Apyrux poactBeHHUKOB. Eme B 1869 1. ['anToH cMoOr moka3aTk, 4TO MPOMOPIIHUs
BBIIAIONIUXCS TUIHOCTEH CpeIM POJCTBEHHUKOB 3HAMEHHUTHIX JIIOICH B AHIJIMH ropa3/io
BBIIIIE, €M CpeIU HaceseHus B 1esioM. CTalio U3BECTHBIM, YTO B POJIOCIIOBHOM
reananbHoro Morana CebacThsiHa baxa nMenock MHOTO KPYITHBIX MY3bIKaHTOB:
(bnedTHCTOB, OPTAaHUCTOB U CKpUraue (0osee 26 yeaoBek), 00J1a1aBIINX IPKUMU
MY3BIKQJIEHBIMH CTIOCOOHOCTSIMHU. 3acy>KMBaeT BHUMaHUS U TOT PakT, uto cam Moran
Cebactbsan bax cocTosis1 B poJICTBEHHOM Opake (IBOIOpOAHBIE OpaT U cecTpa) U Cpeau ero
[IECTEPHIX JIETEH TPOe UMEIH BBIAAIOIINECS MY3bIKaIbHBIE CTIOCOOHOCTH. OT BTOPOTO
(HepoJCTBEHHOT0) Opaka BEeMTUKHUNA KOMIO3UTOP uMen 13 mereld, 1Boe U3 KOTOPBIX TaKKe
ObUTH O1apeHHBIMU MYy3blkaHTaMu. O0e keHbl baxa o0nananyu He3aypsIHBIMH
MY3BIKQIbHBIMH TaHHBIMH.

B nutepaTtype UMErOTCs B IpyTrHe aHAIOTHYHbIe cBeleHus. Tak, B ceMbe bepHymn
OBLIO MHOTO M3BECTHBIX MAaTEMaTHKOB, B ceMbe Yapip3a JlapBuHa — BBIIAIOIIMXCS
yUYeHBIX. BceM XOpoIIIo N3BECTHBI CEMbU aKTEPOB, TIEBI[OB M YUCHBIX HAIIETO BPEMEHH,
rzie JeTH ObLTH, He MEHEe TaJaHTIUBBI B TOH jke 00JIaCTH, YTO UX POAUTEIU U JIC/IbI.

B To e BpeMs umerotcst (hakThl, MPOTHBOPEYAIITUE MPEATIOI0KEHHIO O BOZMOKHOCTH
HACJICJIOBaHMS TaJaHTa WM FeHHATbHOCTH. Tak, 3HaMeHuThle beTtxoBeH, ['aycc nmm
@OpaHKINH HE pa3elisiiu CIaBbl CO CBOMMHU POJICTBEHHUKAMU, TaKuX MPUMEPOB B JKU3HH
OYeHb MHOTO, U JIJISl 3TOTO COBEPIICHHO HE 005I3aTEIEHO H3y4YaTh CTapbie (DOTMAHTHI,
JA0CTATOYHO BOCTIOJB30BATHCSI CBOMM >KU3HEHHBIM OIBITOM. DTa JETallb IPHUBIICKIIA
BHUMaHUe Pobepra bepHca, KOTOPHIiA, Kak CBOWCTBEHHO €MY, CKa3ajl KPerKO U METKO B
anUrpaMmme Ha jopaa ['amnoyaid:

B ero poxy n3BecTHbIX MHOTO,
Ho cam oH He B nouere...

Tak npeBHEpUMCKas gopora
Tepsiercs B OosoTe!

[TonbiTKa OOBSCHUTH HACJIEIOBAHUE YPOBHS MHTEIJIEKTA U CIIOCOOHOCTEH ueoBeKa ¢
TreHeTHYECKHUX MO3UILIMNNA OJKHA ObljIa IPUBECTH K MPEANOI0KEHUIO O CYIIECTBOBAHUU
OTJEIBHOIO I'€HA WM UX KOMILJIEKCA, OTBETCTBEHHOTI'O 3a NpOsiBIeHUE TasiaHTa. OqHaKo
JI0 CHX IIOp 3Ta TOYKA 3pEHUSI HE UMEET JOCTOBEPHBIX JOKA3aTeIbCTB. MOXKHO cMeENo
YTBEPKJaTh, 4TO J0 TEX MOP, MOKa HEe OyAET MOJHOCTHIO MO3HaHa
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TOHKasl CTPYKTypa U G YHKIIHS HEPBHOH CUCTEMBI {{ TIPEK/IE BCET0 TOJIOBHOTO MO3Tra),
YEJIOBEK HE CMOYKET TOJYYUTh OTBET O BO3MOXKHOCTH TIEPEIauyll WHTEIUICKTYaTbHbIX
CHIOCOOHOCTEI 0 HACTIE/ICTBY.

[Tpu 0OCYy)IEHNN ATOTO BOMpPOCa CIIeIYyeT IPUHUMATh BO BHUIMaHHUE TO, YTO
3apOXKIAIOIINICS OpTraHU3M YeJIOBEKa BKIIOYAET B ce0s1 KOMIUIEKC T€HOB HE TOJIBKO OT
CBOMX POJIUTEJICH, HO U OT UX OTJAJICHHBIX MPEAKOB (BCTIOMHHUTE COCTABICHHYIO BAMHU
COOCTBEHHYIO POJOCIIOBHYIO). TakuM 00pa3oM, HOBBIM OpraHU3M UMEET CBOM
CBOEOOPA3HBII KOMILJIEKC TEHOB U MX CBOCOOpa3Hyro KoMOnHaImio. BzanmoeiicTeue
Pa3IUYHBIX TCHOB, MTOJAYYCHHBIX OT MPEIAKOB, U COCTABIISACT WHIUBUTYTbHBIN
HACJICICTBCHHBIN MMOTEHITHAN YeI0BeKa. YHUCII0 BO3MOKHBIX KOMOWHAIIMA T'€HOB TIPH TOM
YpEe3BBIYAMHO BEIUKO (KPOME OJHOSHIICBBIX OJIM3HEIIOB), M 3TO HCKITIOYACT POXKICHUE
ABYX JIIOJIEH C OJUHAKOBBIMU CTPYKTypaMu TeHoB. Clie10BaTeNbHO, caM 1o cebe
HaIPAIIMBACTCS BBIBOJ O TOM, YTO KaXK/IbIM YEJIOBEK HEIIOBTOPUM M ITOATOMY YHHUKAJICH.
OmHako 371ech e cleayeT 0OpaTUTh BHUMAHKE HA TaKyIO 3aMeYaTeIbHYI0 0COOEHHOCTh
MIPUPOBI, KOTOPAsk C MMOMOIIBIO 3aKOHOB HACJICACTBEHHOCTH, XOTS M ITO3BOJISET KAKIOMY
YeJIOBEKY OBITh HETIOBTOPUMBIM, IIEPBBIM U TIOCIIECIHUM B CBOEM POJIE, HO B TO K€ BpPEMSI
OCTaBIIICT HEM3MEHHBIMH HACJIC/ICTBCHHBIC TTPU3HAKH BCETO TIOKOJICHHUS B IIEJIOM TaKUMH,
KaK OHH OBUIH y MPEIICCTBYIOIINX MTOKOJICHH.

To 00GCTOATETBCTBO, YTO COBpEMEHHAS T€HETHUKA OTPHUIACT OMOJIOTHIECKOE
HACJIeJOBaHUE MTPHOOPETEHHBIX KAYECTB, MPEK/E BCETO, TOBOPUT 00 0COOOM IMOIOKCHUU
YeJIOBEKA 110 CPABHEHUIO C IPYTUMU MIPEICTABUTEIISIMY )KUBOU MTPUPOBI. Y UCHBIC
CUMTAIOT, YTO YEJIOBEK HACJIeAyeT HEe CBOIMCTBA, a MPEIPacOI0KEHHOCTH K CBOMCTBAM,
pa3BHUTHE KOTOPBIX YK€ 3aBUCUT OT OOIIECTBA, €0 COIMAIBLHOW CTPYKTYPHI, OT YCIOBUN
BOCITUTAHUS U 0OYYCHHS M, KOHCYHO, OT CaMOro 4esioBeka. HoBoposkaeHHoro peOeHKa,
TakuM 00pa3oM, HaJl0 pacCMaTpUBATh KaK CYIIECTBO, OCHAIIEHHOE TPOMaJHBIM CIIEKTPOM
3aJIaTKOB M HEOTPAaHWYCHHBIMH BO3MOKHOCTSIMH. [Ipy 3TOM TOIBKO OOIIECTBO, B KOTOPOM
OyJeT pacTu, U pa3BUBATHCS PeOCHOK, MOKET CIIOCOOCTBOBAThH MX PA3BUTHIO B
CIIOCOOHOCTH.

Benukast OKTIOpbCKasi COIUATUCTHICCKAs PEBOJIIOIUS B KOPHE M3MCHUIIA YCIOBUS
’KU3HU HApoJla U MIPEJIOCTaBUIa BCeM 0€3 CKITFOUCHHSI OJJMHAKOBBIC BO3MOXHOCTH JIJIS
oOy4YeHHsI, BCECTOPOHHETO Pa3BUTHUS U COBEPIICHCTBOBAHMS JIMYHOCTH. MBI SIBIIIEMCS
CBUJICTEIISIMU TIOSIBJIICHHS SIPKUX TAJTAHTOB U3 CPEIbl PaHEE HUYEM HE BBIAIONTUXCS
TPYAOBBIX CEMEM.



BEPET'UTE
"KEHILLMH!

B TCUCHUC NJIUTCIIbBHOTO BPCMCHHU B HAYKC CYIICCTBOBAJIO IIPCACTABIICHUC, YTO

pa3BUTHE 3apOIbIIa YeJIOBeKa MOAUYNHACTCS TOJIBKO T€HETHUECKUM (DaKTopaMm U OH He
WCTIBITBIBACT BIUSHUS OKPY)KAIOIICH BHYTpEHHEH U BHeIIHEeH cpeasl. [Tpu aTom
CUHTAJIOCH, YTO JIETCKOE MECTO (MM IJIAIleHTa) BRITIOIHSIET POJIb IiepOepa 1 He
MPOMYyCKAeT K MJI0y MUKPOOBI, BUPYCHI, XHMUYECKUE BEIIECTBA. JTa TOYKA 3PCHUS U
ObLTa OCHOBOM JIJIs1 YTBEPIKIEHUS, UTO BCE BPOKICHHBIE 3a00IEBaHUs, T. €.
oOHapyXHBaeMble K MOMEHTY POKJCHUS, IMEIOT HACJIEICTBEHHYIO IIPUPOTY U, TIO
CYIIECTBY, HEM3ICUNMBI.

OmHAKO OMBIT KaXKIOTO MPAKTUYECKOTO Bpada N300mIoBai ¢pakraMu, KpaCHOPEUUBO
TOBOPAIIIMMHU, YTO BHEITHSS CpeJla OKa3bIBACT BIUSHUE U HA OEpEeMEHHYIO KEHIINHY, U Ha
ee Oynymiero pebeHka.

B MeaunuHCKON mHTEepaType HEPEAKO ONMUCHIBAINCH HAOIIOICHNS,
CBUJICTEIILCTBYIOIINE O BPEAHOM BIMSHUHM HH(DEKIIMOHHBIX 3a00JIeBaHU OEpEMEHHBIX
KCHIIMH Ha pa3BUTHE dIMOpHOHA U Tuioaa. Hepenko moj Bo3aelicTBreM TaKuX HH(EKITUH,
Kak OpromrHo# Tud, ocma, yyma, Xojiepa, TpHIII, KeITyXa, KOpb, CKapJaTHHA U ., TUIO
norudan BHyTPpUYTPOOHO.

Eme Oonee ybenutenbHbl ObUIH CITydad, KOTAa HOBOPOKJIEHHBIN peOeHOK UMeN
MPU3HAKYU TOTO ke HH(PEKITMOHHOTO 3a00JIeBaHMsI, YTO U ero MaTh. [Ipu aToM netu
3apa)kalluCh OT CBOMX MaTepel BUPYCOM KENTYyXU (BPOKICHHBIN reNaTHT), IPOCTEHIITUMHU
MUKpOOpraHU3MaMu (HampuMmep, TOKCOIIa3M03), KOPBIO U JIp.

He 6e3pa3nu4Hbl 1715 3apoJIbliia ¥ XpOHHYECKHe 3a001eBaHus OEPEMEHHBIX KCHIIUH:
caxapHbIi 1ra0eT, peBMaTHYECKHE MOPOKU CEp/lla, MAIIOKPOBHE, THIIEPTOHUYIECKAs
00J1€3Hb, HEBPOMIATHH.
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B BBICOKOpPA3BUTHIX CTpaHax JJIsi NPO(MIAKTUKY U JICUCHUS HACEICHUSI IITUPOKO
HCIIOJIB3YETCsl TPOMAIHBIN apceHal JICUeOHbBIX CPEJICTB — aHTUOUOTHKH,
CyJb(paHUIAMUJIBI, ITUTOCTATUKH, TPAHKBUIIN3ATOPHI U 1p. COBPEMEHHBIHN YEJIOBEK
IUPOKO HHGOPMUPOBAH O ACHCTBUM T€X WU JIPYTUX CPEACTB, U UX YIOTPEOICHUE YacTO
ObIBaeT OE3KOHTPOIBHBIM, O€3 BeJJoMa Bpaya.

B nocnennue roasl He TOJIBKO B MEIUITMHCKOM MEYaTH, HO U B ra3eTax, B )KypHajax
MPUBOAUIUCH (DAKTHI TYOUTETBHOTO BO3JIEHCTBHS HEKOTOPBIX MPerapaToB. ITo,
HarpuMep, CHOTBOPHOE CPEJICTBO TAIUIOMHU/I, BBITYIIICHHOE B PsAJI€ KATUTATUCTUUYECKUX
CTpaH ¥ TOBUHHOE B MOSBJICHUN OOJIBIIIOTO KOJIMYECTBA HOBOPOXKICHHBIX JETEH C
TSDKEIIBIMU BPOXKIECHHBIMU YPOIcTBaMU ((hOKOMEIHSIMU).

beckoHTposIbHOE caMoJieueHre HTMPOKO PacIpoCcTpaHeHo. B npeacTaBieHM MHOTUX
JI0JIeH MeAUITMHA OTHOCUTCS K TOM 00J1aCTH 3HAHUS, B KOTOPOM BCE OAMHAKOBO XOPOIIIO
paszouparorcs. He nmpaBna v, oObIuHAs CUTYalMsl, KOT/1a HHXEHED JICUUTCS CaM U JIaeT
MEJIUIIMHCKHUE COBETHI IPYTUM. B TO jx€ BpeMs Bpad He JieJIaeT MOMbITOK CAMOCTOSITEIbHO
CTPOUTH CaMOJIET U HE Ipe/jiaraeT Ha HeM JIeTaThb — OXOTHHKOB HE HAIIOCh Obl.
HegexecTBO B MeUMIIMHE HE MEHEE OMacHO, YEM TOJIET HAa CaMOJIEIbHOM camoJieTe,—
B€Jlb B TOM M JIDYTOM CJIy4ae Bbl pUCKYETE KU3HBIO.

B cBsi3u ¢ pazButreM (QU3MKU B IPOMBIIIJIEHHOCTA U B MEJUIIMHE CTAJIA ITUPOKO
HCIIOJIb30BaThCS PaMOAKTUBHBIE BEIIECTBA U PEHTICHOBCKHE JIydu. Bekope cTanno
OUYEBHUIHBIM UX MaryoHoe aeiicteue. OOMydeHne OpraHru3Ma uyeoBeKa BOZHUKAET U TOT/Ia,
KOTJla PEHTT€HOBCKUE JIYYH UCIIOIB3YIOTCS JIsl YTOYHEHUS IMarHo3a wiu jieuenus. Ho B
ATOM CITydyae OHU JI03UPOBAHBI U IOTOMY HE MPECTABISAIOT OMACHOCTHU ISl YETIOBEKA.
Oco0eHHO YYBCTBUTEIbHBI K ICHCTBUIO paJialluy TKaHHU 3apO/IbIIIA.

[TaMsITh KaXX10T0 Bpaya XpaHUT CIy4ar CO3HATEILHOTO MOBPEKICHHS 3apObIIla Py
MIONBITKE NMPEPBaTh HEXKEIAHHYIO OEPEMEHHOCTD. [[71s1 3TUX 11e/1eil Ha paHHUX CpOKax
OepeMEeHHOCTH 0OBIYHO MPUHUMAIOT CUIILHOEHCTBYIOIINE JICKAPCTBEHHBIC MperapaThl B
7103axX, 3HaUYMUTEIbHO MPEBBIIAIOINX BpaueOHbIe pekoMeHaamu. Hepeako mpueM stux
JIEKapCTBEHHBIX BEILIECTB HE JIaeT xenaeMoro 3pdexra, 1 6epeMEeHHOCTh TPOJOJIKACTCS.
Ho nnst 3apoapliia 3T0 HE TPOXOAUT OecClieTHO: MOABEPTIINICS MOLTHOMY BPETHOMY
BO3JICHCTBHUIO, OH B TAJIbHEHIIIEM pa3BUBACTCs HEMPABUIIBHO,
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U TIPU POXKJCHUH Y peOeHKa MOTYT OBITh OOHAPYKEHBI T€ WU UHBIC IOPOKU PA3BUTHS —
IIOPOKH CepALA, HaIIpUMeEp.

Takum oOpazom, MPOBEICHHBIC YYECHBIMHU HUCCIICIOBAHMS TTOKA3aJIH, YTO Oy IyIIUi
pebeHoK B yTpoOe MaTepu HeJI0CTaTOYHO 3aIUIIEH OT MHOTUX BO3JEHCTBUMN, KAK CAMOTO
OopraHu3Ma MaTepu, TaK U OT Pa3IMUHbIX ()aKTOPOB BHEITHEN CPEIbI.

Bce ckazaHHOE Ternepp M03BOJIAET HaM CIIeJaTh OY€Hb BaKHBIN BBIBOJI, YTO 30POBbE
OyIyIlEero 4yeiaoBeKa ONpeesieT He TOJIBKO «J0OPOTHOCTHY HACJIEICTBEHHOI'O MaTepuaa,
MOJTYYEHHOT'0 OT OJIM3KUX U JAJIICKUX MPEAKOB, HO U T€ YCIOBHS, B KOTOPBIX TPOTEKAET
€ro BHyTpUYTPOOHOE pa3BUTHE.

Nrak, 3apoabIlll YEI0BEKA B IPOLIECCE CBOETO PAa3BUTHUA YPE3BBIUANHO paHUM. B cBs3H,
C 4YeM OCHOBHas 3a7jaya B MPEAYNPEKACHAN OBPEKICHUN TII0Ja — CO34aTh JJISl €T0
pa3BuUTHs Hanbosee OJaronpusTHbIE YCIOBUS.

OMOpPHOJIOTH JOKa3aJd, YTO BECh MEPUOJI BHYTPUYTPOOHOTO Pa3BUTHSI YETIOBEKA
JIEIUTCS Ha PsiJl BAKHBIX 3TanoB. KakIplil ATan BHYTPUYTPOOHOTO pa3BUTHSI UMEET CBOU
ocobenHoctu. Ha mepBom stamne npoucxoauT OypHOe JeeHHe OII0JOTBOPEHHOTO SH1Ia,
BO BpeMsl KOTOPOTro GOpMHUPYIOTCSI TKAHU — MaTepHall Il Pa3BUTHUS OyayIIero
3apozpliia. Bropoil nepuosa xapakTepu3yercsl IPUKPENIEHUEM OIJIOJOTBOPEHHOTO SIHIA K
CTEHKE MaTKH, M OT KaueCTBa MPUKPEIUICHUS B 3HAUYUTEIbHOU MEPE 3aBUCUT
noclieayomiee pa3Butue aMopruona. TpeTuii nepuo/1 He MeHee BaKeH, Tak Kak ¢
(dbopMHpoBaHUEM JETCKOTO MECTa MPOUCXOIUT PA3BUTHE KPOBEHOCHBIX COCYI0B MEKIY
MaTePhIO U T1040M. OHH SABIAIOTCS MaruCTPAISIMU KU3HU, IO KOTOPBIM 3apO/IbIIIT
MOJIyYaeT MUTATENbHbBIEC BEMIECTBA OT MAaTEPU U OTAAET € MPOYKThI CBOEH
KU3ZHEAEATEIbHOCTH ISl IOCIIENYIOIIETO uX yaaneHusd. [lepBeie ueTbipe mecdna
(3MOpHOHANTBHBIN MTEPUO/) )KMU3HU 3aPOJIbIIIA YETOBEKa OYEHb BaXKHBI — B ATO BpeMs
MIPOUCXOJIUT 3aKIIajika O0JIbIIMHCTBA OpraHoB. Panbiiie Bcero (Ha 8-if Henene)
3aKJIaJbIBAlOTCS HEPBHASI CUCTEMA, CEPALE, TIOUKU U Apyrue opranbsl. Ceple, NOYKH U
neYeHb HAUMHAIOT aKTUBHO paboTaTh erie y amMOpuoHa. [lepuos sMmOproHanbHOTO
Pa3BUTHS XapaKTEPU3YETCI MHTEHCUBHBIMU MPOLIECCAMU MOCTPOCHUSI OPraHOB. ITOT
npolecc TpedyeT NOCTOSHHOIO MOCTYIIEHUS OT MaTepH K SMOPUOHY CTPOUTEIBLHOTO U
HHEPreTUYecKoro marepuaina (6enka, >kupoB, YIJIeBOJOB, COJIeH, BATAMUHOB),
MHTEHCUBHOI'O CHaOXeHUsI KpoBU KuciaopoaoM. et ctpoutenscTBo opranusma. Cpoku
OKOHYAaHUS CTPOUTENBCTBA U3BECTHBI M MPUPOJON YCTAaHOBIIEHBI pa3 U HaBcerga. [loatomy
Ka)XIbIi 3TaIl CTPOMKHU MOJUUHSIETCA ONPEIEICHHOMY
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4 MECA

UMNAAHTALWA BEPEMEHHOCTU PO
— - % *
ormopo - MNSTALIEHTAUMRA
TBOPEHWE
A A __J

" v
IMEPHMOHANBHMA  NEPVMOA SETANBHLIA NEPWOL
Puc. 6.

PUTMY H TpeOyeT HE TOJBKO TOYHOTO KOJUYECTBA CTPOUTEIHLHOTO MaTepuala, HO U
OTMEHHOTO €T0 KauecTBa.

YyBCTBUTEIIBHOCTB 3apOJIbIIIa 0OCOOCHHO BHICOKA B paHHUE TICPHOIbI BHYTPUYTPOOHOU
*u3HU. Ecii BpeHbIe BIMSHUS ACHCTBYIOT B TIEPBOM IIEPHOJIE, TO OILJIOIOTBOPCHHOE
STAII0 MOJKET MOTHOHYTh, TaK U HE Pa3BUBIINCH B 3apObIil. ECiii BpeHbIe BO3ICHCTBUS
MajaroT Ha CTaJWI0 UMIUIAHTAIIMY WK TIaleHTauu (puc. 6, 2-i u 3-i nepro s
BHYTPHYTPOOHOTO Pa3BUTHS), TO B 3aBUCHUMOCTH OT CHJIBI IIOBPEXKAAIOIICTO (haKTopa
MOJKET IMPOM30UTH THOEITh 3aPOIBIIIA WU )K€ ITOCIICAYIONIee HapyIIICHUE Pa3BUTHS
OTJICIBHBIX €r0 OpraHoB. Tak MOTYT (G OPMHUPOBATHLCS Pa3IUIHBIC TOPOKHU (TOJTOBHOTO
MO3ra, Cep/la, raa3, KocTel u JIp.), KOTOpbIe HOCAT Ha3BaHKWE dYMOpHOMaThii (OT ClIoBa
«OMOPHOHY, T. €. 3apojsii). Bce BpeaHble BO3ACHCTBHS, MPUXOASIINEcs Ha Ooee
MO3THUE CTA/IMH PA3BUTHS, HE BBI3BIBAIOT BHEIIHUX JICPEKTOB y JIeTeH, B OCHOBHOM PCYb
UJET O TOHKUX H3MEHEHHUSX CTPYKTYPBI BHYTPEHHUX OPTaHOB U HAPYIIEHUH UX
JESATEIBHOCTH B MOC/EAyIoNMEeM. Takue MOBPEKACHHS Ha3bIBAIOTCS PeTomaTusMu (0T
cioBa «petycy, T. €. o).

X0opo1IIo U3BECTHO, YTO COCTOSIHHE 3/IOPOBBS OYAYIIETO YeI0BeKa MOABEPracTCs
OTIPEICIICHHOMY PHCKY H B IPOIIECCE CaMOTro poXkIeHHs. [IpaBUIbHBIN aKT POJIOB 3aBHCHT
OT MHOTHX ITPUYHH, CPEAN KOTOPBIX HEMAIOE 3HAYCHHE HMCIOT TEJIOCIOKEHUE KCHIIMHBI,
€¢ BO3pacT, COCTOSIHUE 37J0OPOBBS, XapaKTep TCUCHUsI OEPEeMEHHOCTH U Ap. B To ke BpeMs
BpavM XOPOIIIO 3HAIOT O TOM, YTO HEIPABMWIBHO TEKYIas OEPEeMEHHOCTh HEPEIKO
3aKaHYMBACTCS U U3MCHCHHBIM aKTOM POJIOB.

B nporiecce pooB peOCHOK MOKET UCTIBITHIBATH MEXaHUUECKHE CIIABIICHUS U
HEJOCTaTOK KHCIIOPO/Ia, B PE3yabTaTe YeT0 MOTYT BO3HUKATh HAPYIICHHE ra3000MeHa
KHCJIOPOHOE ToJojaHue opranuzmMa. OcoO0eHHO YyBCTBHTENIbHA K HEJIOCTATKY KHCIOPOIa
HEpBHAs CUCTEMa HOBOPOKICHHOTO.

Taxum 06pa3oM, SMOPHOIIOTHS U aKyIIEPCTBO YOSAUTEIHHO
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rOBOPAT O TOM, YTO 3a00Ta O 3J0POBbE OYIYILEr0 YEIOBEUECTBA HEPA3PBIBHO CBSI3aHA C
3a00TOi 0 OepeMeHHOH KeHInnHe. [[puueM coBepiIeHHO OYEBUIHO, YTO OXpaHe
IIOJIJIESKUT BECH IIEPUOJT «CTPOUTEIBCTBA YEJIOBEKA» U OCOOEHHO IIEPBHIE MECSIIBI
«CTPOUKM». ITO JOJKHO OBITH MOHITHO — BEAb KPacoTa U HaJEKHOCTb 3/1aHUSI BO
MHOT'OM 3aBHUCSIT OT MIPOYHOCTH PpyHIaMeHTa. IMEHHO O3TOMY MHOTOYHCIIEHHAs
Hay4dHas U MONYJIApHAas JUTepaTypa NpeaynpexaacT >KeHIUH O BO3MOXKHBIX BPEIHBIX
BIIUSHUSX HA T€UEHHE OEPEeMEHHOCTH U Pa3BUTHE 3apO/Ibliia HHDEKITMOHHBIX
3a0osieBaHu, MprUeMa JIEKAPCTBEHHBIX CPEJICTB, AJIKOT0JIs, HUKOTHHA. IMEHHO 03TOMY B
HaIlell cTpaHe 310pOBbE OEPEMEHHOM JKEHILUHBI OXPAHIETCS LENbIM PSIAOM 3aKOHOB,
(GYHKUMOHUPYET CreNUaIN3UupOBaHHAs TOMOIIb JIJIs1 OEPEMEHHBIX, CTPaJAAIOIINX
00e3HAMU cep/la U COCYJI0B, CaXxapHbIM JUabeTOM U IpyrMMHU 3a0oneBaHuAMHU. Bee atu
CaHKLIMOHUPOBAHHBIE FOCYAAPCTBOM MEPOIPUITHS HAIPABJICHBI HA CO3JaHUE HAICKHON
CUCTEMBI OXPaHBbI 310pOBbs OYyILIEro YeI0BEKA.

OdeHb BaXXKHBIM 0Ka3aJI0Ch TO, YTO MPU AIMOPUOTIATUSAX, XOTS U IPOUCXOTUT
MOBPEKIECHUE 3apO/IblIa 1 BOSHUKHOBEHHE TIOPOKOB Pa3BUTHS, HACIEACTBEHHBIN anmapar
KJIETKHU He cTpanaeT. CenoBaTebHO, YCTPAHEHUE BPEIHO JEHCTBYIOIUX (PAKTOPOB
(HanpuMep, MHPEKIMOHHBIX 3a00JI€BaHUN, MPOPECCUOHAIBHBIX BPETHOCTEHN U JIp.) MOKET
P MOBTOPHOU OEPEMEHHOCTH MPUBECTU K POXKIACHHIO 3JOPOBOT0 peOeHKa. ITO OUYEHb
CYILIECTBEHHBIN U BaXXHBIN BBIBOJ], KOTOPBII MOATBEPK1aeT MOBCEIHEBHAS BpaueOHas
MpaKTUKa.



N3MEHYUBOCTDH I'EHOB

CYMMI/IPYSI CKA3aHHOC B MIPCAbIAYIINX T'JIaBaX, MOXXHO COCTABHUTH YIIPOIICHHYIO CXEMY

MeXaHu3Ma HacjiaeqoBaHus. B 3Tol cxeMe KJIeTKa 3aHsJia CBOE IIOYETHOE MECTO,
KJIETOYHOE SIIPO PACCMATPUBAETCS KaK BMECTUIUIIE XpOoMOCcOM. CaMu XpOMOCOMBI
COCTOSIT U3 JUHEHNHO PACIIOJI0KEHHBIX T€HOB, & KaKIbIi I'€H 3aHUMAET CTPOTO
onpenenenHoe Mecto. [lepenaya reHoB (€ AMHUIL HACTECTBEHHOCTH) OT POJAUTENICH IETIM
OCYILIECTBIISETCS C TOMONIBIO SIUIEKIETKHA U CIEPMATO30M0B. OTI010TBOPEHHAS
SUIEKIIeTKA TI0Jy4YaeT JABa MOJOBUHHBIX HA0Opa XpOMOCOM OT OTIIa M MaTepHu U
BOCCTaHABJIMBAET UX KoanuecTBO A0 46. [Io cBoeMy XUMHUYECKOMY COCTaBY XpOMOCOMa
npejcTaBisieT Apycnupainbayo monekyny JIHK, a ren siBnsercs nuib ¢pparMmeHTOM
oomnbioit monekynsl JJHK. Mudopmanus, nepenaromascs mo HaciaeACTBY, 3aKOIUPOBaHA
B IeHax, KOTOPbIE OMPEACISIIOT CTPYKTYPY (PEPMEHTOB, OEIKOB U IPYTUX BEIIECTB,
00pa3yroIIuXcsi B OpraHu3Me.

B T0 e BpeMs U3 NpeAbIAyIIUX TJIaB YUTATEIb MOT CAEJIATh BBIBOJ O TOM, UTO I'€HBI
00J1a/1at0T 3aBUIHON BBIHOCIUBOCTHIO. OHHM HE U3MEHSIOTCS BOIIPEKH HAIIEMY JKEJIAHUIO U
HE MepeatoT NPUOOPETEHHBIX B TEUCHUE KU3HU HABBIKOB TOTOMKAM.

Ecnm Ob1 kaxablil U3 HAC U, €CTECTBEHHO, HAIIU MIPEJAKU BEJIM POJAOCIOBHYIO CEMbU, MBI
cMorJii Obl YOeIUTHCS, KaK CTOMKO TepeaBaliiCh U3 MOKOJIEHUS B TIOKOJICHUE KaKHe-Tu00
cnenuduyeckue BHeNTHUE npu3Haku. B konie XIX B. mpu BCKPHITUM CEMEHHOTO CKIIeTa
rpada Illprocbepu ero moToOMOK, TPUCYTCTBOBABIINI IIPU 3TOM, OOHAPYKHII Y ce0s U 'y
ymepuiero okono 500 et Ha3aa npeakKa OJuH U TOT K€ BHEIIHUHN MPU3HAK — CPOCIINECS
(hanmaHry naableB PyKH.

®dakThl 0 TOM, YTO T€HBI 00JIaIAI0T 3HAUUTEIHLHON CTOMKOCTBHIO K Pa3InYHbIM
BO3JICUCTBUAM U MEPEIAIOTCS U3 MOKOJICHUSA
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B ITIOKOJICHHE, OBLIIN U3BECTHHI JaBHO. ToabK0 B 30-¢ roansl XX cTONETH, T. €.
OTHOCHUTEJIbHO HEJaBHO, 3Ta Teopus Obl1a NokosiebsieHa. B mocnenyromem Ob110
YCTaHOBJIEHO, YTO T'€HBI MOTYT U3MEHSAThCS. [Ipudem 3TOT mporiece moaydus Ha3BaHHe
MyTareHesa, caMy U3MEHEHHS] — MYyTallUid, a BEIIeCTBa, CIIOCOOHBIC BHI3bIBATH
MyTaluu,— MyTareHoB. CTajio OueBUIHBIM, YTO HACJIeICTBEHHAs U3MEHUYNBOCTh BCET/a
CBsA3aHa ¢ U3MEHEHHUEM I'eHOTHIIA.

Ota npobiiema IpuBJeKIIa K ce0e BHUMaHUE MHOTUX MCCIIEIOBATENIeH 1 0COOEHHO
AKCTIIEPUMEHTATOPOB, KOTOPHIE CTATM MHTEHCUBHO M3y4YaTh MYTaIIMOHHBIN mporecc. OHU
CMOTJIA IPUNUTH K BBIBOJY, UTO BOSHUKAIOI[ME MyTallMM OKa3bIBAIOT HEOJHOTHUITHOE
BO3JICHCTBUE HA pa3BUTHE TE€X WJIU WHBIX MPU3HAKOB Opranu3Ma. B oHUX ciydasx
MyTallys MPUBOJUT K OTCYTCTBHIO KaKoro-iubo npuszHaka. Hanpumep, umeercs
BPOXKJICHHBIH 1e(hEKT M0 BBIPaOOTKE OJHOTO U3 (HEPMEHTOB, M €70 OTCYTCTBUE HAPYIIIAET
oTpeJieJICHHbIC 3B€HbsI B 0OMEHE BEIIECTB U MIPUBOAUT K 3a00JieBaHuI0 ((hepMeHTONaTHN).
B npyrux cinydasx MyTamus MOXKET CIOCOOCTBOBATh HEJIOPA3BUTHIO HIIH K€ TOSBIICHUIO
HexXapaKTepHOIo nMpu3Haka. HacTynaroiue npu 3ToM U3MEHEHHS MOTYT CTaTh MPUYUHOU
WHBAJIUIHOCTH WU JIa)Ke TUOEIN TaKOr0 MHANBUIYyYyMA.

B 10 e camoe BpeMs yueHbIe IPUIIUIN K MBICTH O TOM, YTO MOSIBJIEHUE MYTalluil HE
BCETJIa HECET OPraHu3My YXyJIIeHue ero opranuzanuu. [Ipoucxomasiiue B mporecce
ABOJTIOLIMK MYTAIlMOHHBIEC MPOIIECCHI CIIOCOOCTBOBANIA CO3/IaHUIO0 HAOO0JIee COBEPIICHHBIX
dbopm, JTydliie IpUCIOCOOIEHHBIX K YCIOBHUSM CPEJibl, BEDKMBAHUIO U COXPAHEHUIO BHUJIA.

Hakormuienune u 0600111eHe MHOTOYHMCIICHHBIX (DAKTOB MO3BOJIMIIA PUUTH K BHIBOY O
TOM, YTO MYTallM¥ MOTYT HACTYIaTh Ha pa3HbIX YPOBHSIX OpraHU3allMU HACIIECICTBEHHBIX
CTPYKTYP.

OuyeHb BaXXHBIM O0CTOSITEILCTBOM SIBIIICTCS TO, B KAKUX KJIETKAaX MPOU30IIIa MyTaIlHs.
YuraTensb, BUIUMO, IIOMHHT O JIEJICHUU KJIETOK Ha COMAaTHYCCKHE U ITOJIOBBIC
(3apoapiieBbie). Eciu MmyTarus HacTynuiia B COMaTHYECKUX KIIETKaX, TO BOSHUKIIIKME B
Hel U3MEHEeHMs He OyayT mepesiaHbl oT poauTeneit aetsaMm. [lepenaya MyTaHTHBIX KIETOK
13 TIOKOJICHHS B MTOKOJIEHUE MPOUCXOIUT TOJBKO B TOM CiIy4ae, eClId MyTallusl BO3HUKIIA B
3apOJIBIIICBBIX KIETKAX.

Bce Bo3HUKarOMME MyTaIluy MIPUHATO JEIUTh HA JIBE TPYIINbI: CIOHTAHHBIC
(caMOCTOSITEILHO BO3HMKAIOIINE) M MHAYIIMPOBAHHBIC (BhI3BaHHBIC) MyTannu. Kak
BO3HHUKAIOT
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CIIOHTaHHbIE MyTalunu? VICTUHHBIE TPUYUHBI 10 CUX ITOP OCTAKOTCS HETOCTATOYHO
SCHBIMU, XOTSI OOJIBITMHCTBO YUEHBIX CKJIOHSIOTCS K MHEHUIO, YTO B OOBIYHBIX YCIOBHSIX
KU3HU MyTallMyd MOTYT BO3HUKATh B pe3yJbTaTe HapylIeHu oOMEHa B OpraHu3Me U
JNEUCTBHS IIPU 3TOM HA T€HETUYECKUN anmnapaT KJIETKH KaKUX-TO XUMHUYECKUX BELIECTB.
OnHol U3 BO3MOXKHBIX PUYHUH JIOMYCKAETCS BIMSIHUE €CTECTBEHHOrO (pOHA paualuu
3EMJIH.

KakoBa e yacTtoTa CIOHTaHHBIX MyTallMii U B KAKOW MEPE OHU MOTYT IIPEACTABIATH
OIMMACHOCTH JJIs yesoBeueckoro oduiectBa? Jlo cux nmop B pacnopsiKeHUU YUYEHbIX He ObLIO
JOCTOBEPHBIX METOJOB ISl BBIUMCICHUS YacTOThI MyTauuil. [lonauany nccnenoBarenu
MCIOJIb30BAJIM TaKOM MOKa3aTellb, KaK JeTalbHbIE MyTalUH (T. €. MyTalluu, PUBOJAUBIIIHE
K rubenu opranuszma). B mocueayromiem [t IpoOBeIEHUS TaKOrO pOia MOJCYETOB CTaIU
MCIIOIb30BAThCS JaHHBIE O JOMUHAHTHBIX MYTALUAX, KOTOPHIE NUMEJIA YETKO OYEPUCHHYIO
KIIMHUYECKYIO KapTUHY OOJI€3HU MPU HAIMYUU FE€TEPO3UTrOTHOro reHoTuna. B nocneanue
roJibl YCUJICHHOE BHEIPEHUE B MEUIIMHCKYIO MPAKTUKY CHEIHAIbHBIX OMOXUMUYECKUX
porpaMm (MccieJoBaHUE MOUYHU, KPOBH U TIP.), pACCUMTAHHBIX Ha 00CIe0BaHME
IMPOKUX KOHTUHTC€HTOB HACEJIEHHUS, IT03BOJIsIeT 0OHAPYKUBATh HACIIEICTBEHHbIE
HapyluieHus 0OMeHa ¥ 3TU JaHHbIE UCIOIb30BaTh IS ONPEACIICHHS YaCTOThHl MYy TaIlHiA.
OpxHako 10 CUX MOpP CBEACHUS O YACTOTE HY>KHO paccCMaTpUBaTh KaK MPUOIU3UTENbHbBIE U
HECOBEpILICHHBIE. TeM HE MEHEE, YUEHBIE CUUTAIOT, YTO CIIOHTAHHBIE MYTAaLlMH —
JIOBOJIBHO PEIKOE SBJICHUE.

[IpencraBisier HECOMHEHHBIN UHTEPEC U TOT (PaKT, YTO YACTOTA MyTaIMil UMEET
OTIPEJICIICHHYIO CBS3b C BO3pacToM. JlokazaHo, HapuMep, 4To AeTH ¢ Oosie3Hbio JlayHa
yaiie poadTcs y KeHILUH B Bo3pacTe 36 JIeT U cTaplie, a IETH ¢ XOHApOoAUCTpoduenn — ot
MOXKUJIBIX OTHOB. [Ipuyem dem crapiie Bo3pacT, TeM O0JIblle BEPOSITHOCTD
BO3HUKHOBEHUSI MYTallMM B MIOJIOBBIX KIIeTKax. [[03TOMy MOXHO cUMTaTh ONpaBIaHHON U
HAay4YHO 0OOCHOBaHHOM TOYKY 3pEHUS O TOM, YTO JJIsSl pOXKJICHUS JIeTel Haubosee
OJIaronpusTEeH MOJIOJOM BO3paCT POIUTENCH.

BbIsCHSS1 MPUYMHBI BOBHUKHOBEHUSI MYTallUi, UCCIEA0BATENH BBIICIUIIN, [IOMUMO
CIIOHTAHHBIX, U UHIYIIUPOBAHHbIE MyTaIlMK (MHIYIIUPOBAHHBIA MyTarenes). Jlanueie,
KOTOPBIMH pacrojarajiy yu4eHble, B OCHOBHOM OBLIM MOJyYEHBI B YCIOBUSAX SKCIIEPUMEHTA
Ha *KUBOTHBIX. OKa3aJI0Ch, UYTO MYTallMK MOTYT OBITh BbI3BaHBl HOHU3UPYIOLIUM
U3JIyYEHUNEM,
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XHMHYECKUMU BEIIECTBAMH, IPUMEHSICMBIMH B MPOMBIIIIICHHOCTH, MEIUIIUHE U CEITBCKOM
xo3stiicTBe. KonmmuecTBO MOTEHITMAIBHO OMACHBIX JIJISI TEHETHYECKOTO amapara 4eloBeKa
MYTareHOB PE3KO YBEIUYHIIOCh — J0 HECKOJBKHX COTCH.

[IpencrapieHHbIe HayYHbBIE (DAKThl CBUIETEIBCTBYIOT, YTO MYTAIIMH, IOMUMO
MIOJIOKUTEIIBHON POJTH, KOTOPYIO OHM UMEJIA U UMCIOT B SBOJIIOLIUN KUBOTHOTO U
PacCTUTEIIBHOTO MHpa, 00JIaJa0T TAKXKE BPESIHBIM BIUSHUEM M MOTYT HapyIaTh
COCTOSIHHE 3JI0POBbBS YeJIOBEKa. B ueM e COCTOUT Bpea MPOU30NIeAINX MyTanuid? s
TOTO YTOOBI OTBETHUTH T1a ATOT BOIIPOC, YUTATEIIIO CIIEAYeT HAIIOMHUTD, YTO TCH SIBISICTCS
CAMHUIICH HACJICICTBEHHOCTH U «OTBEYACT» 3a ONPEACIICHHBIN IpU3HaK opranu3ma. J{is
3I0POBOTO YEJIOBEKa HEOOXOIMMO OUYEHb YETKOE B3aMMOJICHCTBHE MHOTOYUCIICHHBIX
T'CHOB MEXKy COOO0M. DTO JOJIKHA OBITh TAPMOHUS B3aUMOJICHCTBHS, KOT1a paboTa 0JTHOTO
OUYEHb TECHO «yBsI3aHa» ¢ pabdOTOH JAPYroro, ¥ HapyIICHUE 3TON TApMOHUH BECT K
OTKJIOHEHHUIO B COCTOSTHUH 3JI0POBbsI. DTa B3aHMOOOYCIOBIICHHOCTh «pa0OThI» TCHOB B
KaKOM-TO MEpe MOXKET HAallOMHHATH pabOTy Ha KOHBeHepe.

C To4KH 3peHUS] OMOXUMHUKOB, HACTYIIUBIIIAS B OPraHU3ME MYTaIlHs J1a)Ke OJTHOTO T'eHa
MOKET BECTH K HapYIICHHIO BEKaMH OTJIaXEHHOTO TIpoliecca 00OMEeHa BEIIECTB, H3MEHSTh
X071 OMOXUMUYECKUX peakiuii. B omHUX cirydasx Oiarogaps MyTallMH MPOUCXOIUT
HEJI0CTaTOYHAs BBIPA0OTKA ONPECIICHHOTO (PEpPMEHTA, HAPYIIASTCs WM MPEKPaIaeTCs
BOBCE CHHTE3 TOTO WJIM MHOTO Oejka v T. 1. [Ipyn BO3HUKHOBCHUH HACJICICTBCHHBIX
3a00JeBaHMi, 00YCIIOBJICHHBIX Je(PEKTOM I'eHOB, U, KaK CIEJICTBHE 3TOI'0, OTCYTCTBUEM
OTIPEICIICHHOT0 (PEpMEHTa, OpTraHU3M HOBOPOKJIECHHOTO YEJIOBEKA HE B CHJIAX
aanTHPOBATHCS K OOBIYHBIM YCIIOBUSAM cpeibl. Tak, HalpuMep, MPU HACJICICTBEHHON
HEMepeHOCUMOCTH (PPYKTOBOTO caxapa (PpyKTo3bl) peub, MPEX]Ie BCETo, UIIET O
HEJI0CTaTOYHOCTH (DepMEHTA aJib/I0J1a3bl, 00Pa3yIOIICICs B IEYCHN M HEOOXOAUMOM JJIs
HOpMaJIbHOTO 0OMeHa (PpykToBOTO caxapa. MckirodeHne ppyKTo3bl U3 MUTAHUS
MPUBOJUT K HOpMaIHM3aluu oOMeHa y peOCHKa U €Tr0 BBI3OpOBJICHUIO. [IprBeIeHHBIHM
HaMU TIPUMEDP MMOKA3bIBACT, YTO B JJAHHOM CJTydae TCHETHYCCKHUH TeEKT BBIABIISACTCS
cpa3y, ¢ EePBBIX AHEH ku3HU peOeHKa. EcTecTBeHHO, MOKET BO3HUKHYTh BOIIPOC: BCETIa
JIM HACTYTIMBILIAs TEHHAs MyTaIlus AaeT o ceoe 3HaTh? HeT, He Bcerma. MHorma st ee
MIPOSIBJICHUSI HEOOXOIUMBI OIIPEICIICHHBIC YCIIOBUSI.
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Bunneiil anrnuiickuii yuensiit npogeccop I'. Xappuc, cnenupanuct no OMOXUMHYECKOM
reHeTHKE YeJIOBEKa, MOKA3bIBAET 3aBUCUMOCTb HACIEACTBEHHOCTH OT (haKTOPOB CPEJIbl Ha
psne sapkux npuMmepoB. Ha bamxnem BocToke, a Taxxke B KOxHOM EBporne 10BoabHO
4acTO BCTpeYaeTcs TshKellas FeMOJIMTUYECKasi aHeMusl (MaJOKpOBUE), MOTyYUBIIAs
Ha3BaHue ¢aBu3Ma. J[aBHO ObLIO 3aMEUYEHO, YTO MPUCTYIBI MAJTOKPOBHS MPOBOLUPYIOTCS
MIPUEMOM C MHUILEH, TAaK Ha3bIBAEMBIX KOHCKUX 0000B. B TO e Bpemsi ObLI0 U3BECTHO, UTO
(aBHU3M BO3HUKAET JAJIEKO HE y BCEX JIOEH, MUTaBIIMXCA 3TUMU 600amu. buoxumukam
YyAAJI0Ch YCTAHOBUTD, UTO HEIIEPEHOCUMOCTD 3TOI'0 PACTUTEIBHOIO IIPOAYKTa
IeHETUYECKH IeTEPMUHHUPOBAHA U CBSA3aHA C HEJOCTaTOYHOCTBIO (pepMeHTa IIII0K030-6-
¢dochatnernnporenaspl. CiieJ0BaTEIbHO, A PA3BUTHS 3TOr0 3a001€BaHMsI HEOOXOAUMO
COUYETaHHE ABYX (PAKTOPOB — HACJIEICTBEHHOI'O U CPEOBOIO, T. €. YEJIOBEK JI0JKEH OBbITh
HOCHTEJIEM ONPENIETIEHHOT0 «00JIBHOT0» TeHa U B TO K€ BpEeMs IPUHUMATD B MUIILY
0COOBII COPT MPOIYKTOB.

Taxum o6pasom, I'. Xappuc npenaraet ycioBHO pa3fesiuTh Bce 3a00I€BaHMs,
CBOWCTBEHHBIE YEJIOBEKY, HA TPU I'PYIIIILL:

1) ©Oone3Hu HAacIEACTBEHHOM MPUPOJIbI, IPU KOTOPHIX UMEIOTCS Ae(EKThl XPOMOCOM
niu reHoB (0one3nb [layHa, penuikeTonypus, TalakTo3eMHus 1 JIp.);

2) 0oJe3HH, BOSHUKHOBEHUE KOTOPHIX B OCHOBHOM OOYCIIOBJIEHO BIMSIHUEM BPEIHbBIX
(bakTopoB BHEIIHEHN cpe/ibl (TPaBMbl, 0XKOTH U Ap.);

3) Oouse3HH, 411 KOTOPBIX XapaKTEPHO ONPEIEICHHOE HACIEACTBEHHOE
MpeapacIoiokKeHne U IeUCTBUE MPOBOLUPYIOMUX (GaKTOpPOB BHENIHEH cpeabl. K Takum
3a00JIeBaHUAM OTHOCST IIU30(PEHNIO, CaxapHbI [uabeT, I3BEHHYIO OO0JIE3Hb JKelyIKa U
Ip.

Taxas «xknaccugukanus» 00one3Hel 0O4eHb BayKHa JJIs IPAKTUUYECKOH 1eATEIbHOCTH,
TaK Kak [P BbISICHEHUU POJIHM HACIEICTBEHHOI'O U CPEAOBOI0 (PAKTOPOB ISl KAXKIA0TO
OTJEJIBHOTO 3a00J1€BaHUs TIO3BOJIUT B MOCJIEYIOIIEM pa3padoTaTh CUCTEMY MEPOIIPUITHH
I10 HAMPABJICHHOMY U3MEHEHUIO YCIOBUM BHEIIHEW CPEAbI IS JIUL, UMEIOLINX
TEHETUYECKYIO ITpeapacnoiokeHHocTh. [1o cioBam I'. Xappuca, Mbl npuxoaum K
npuMedarenbHoMY napajaokcy. Oka3biBaeTcs, U3yuyeHUE TeHETUKU MHOTHX 00JIe3HeH
MOJKET MPUBECTHU K pa3pabOTKE METOJIOB WX MPEIOTBPALLCHUS WU JICUCHHUS, CBOISIIUXCS
HCKJIIOUUTEIBHO K U3BMEHECHUSM CPEBI.
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Jiist Bpauel mpu aHaiu3e poJ0CIOBHBIX OYEHb BaXKHO UMETh B BUY BO3MOKHOCTh
MYTHUPOBaHUS KaK JOMUHAHTHOTO, TaK M PELIECCUBHOIO reHoB. Eciiu HacTynuio
MYTHUPOBAaHUE K JOMUHAHTHOMY I'€HY, TO U3BMEHEHHS BHEITHUX MPU3HAKOB WJIA COCTOSIHUS
3JI0POBbSI MOT'YT OBITh OOHAPYKEHBI YKE y MEPBOT0 MOTOMKA, MOTYYUBIIET0 «OOIBHOMN
r'eH C SIIIEKIETKON MaTepy Wil CIIepMaTO30UI0M oTla. Heckoiabko uHast cuTyamus
MOKET OBbITh B TOM Cllyuyae, KOrjla MyTUpPOBaHHE HACTYIUJIO K PELIECCUBHOMY T'eHY. 3/1€Ch
ClIeyeT UMETh B BUly, UTO OOJIE3Hb HE BCETJIAa IPOSABISETCS Cpasy, a CIyCTs HECKOJIBKO
nokoJyieHuil. IMEHHO B TaKUX Cy4asiX MpU MEIUKO-TeHETHYECKUX KOHCYIbTAUAX Y
poauTtenei 601bHOro pedeHka BO3HUKaeT Heoymenue: «HacnenctsenHoe 3a0oneBanne?
VY Hac B poxy He ObL10 Takux Oosie3Hel!» Henoymenue 00ycaoBIE€HO «IIPOCKOKOMY
00JIE3HU B MOKOJIEHUSX, IJIOXUM 3HAHUEM COOCTBEHHOU POJIOCIIOBHON U
HEBO3MOXHOCTBIO JUArHOCTUKH MHOTUX HACJIEICTBEHHBIX 3a00J€BaHU B MPOILLJIOM.

Wtak, n3MeHYMBOCTh '€HOB J0Ka3aHa. M3BecTHO Takke, YTO MyTalluu, TPOU30LIEAIINE
B 3apOJBIIIEBbIX KJIETKAaX, EPEAAIOTCS IO HACIEACTBY. A BOZHUKAET JIM MPU ITOM
HAKOIUIEHUE MyTalluii B TeHO(OH/IE YeJIOBEKA 3a Ipolleaue Beka? Benp cymecTByeT xe
HOHATHE «T€HETUYECKHUN I'Py3» UEI0BEUECTBA, IO IPY30M U MOAPA3yMEBACTCS
HakoruieHue mytanuid. [1o 3ToMy Bompocy, eCTeCTBEHHO, CYIIECTBYIOT pa3Hble TOUKU
3penus. OHU yueHbIe BBICKA3bIBAIOTCS TIECCUMUCTUUECKH, APYTHe 0OOCHOBBIBAIOT CBOM
ONTUMM3M HayuyHbIMU (hakTamu. [IpencrtaBum cede Takoe MONOKEHUE, IPU KOTOPOM U3
rojia B roJl IPOUCXOUT MOCTOSHHOE HAKOIIJIEHUE MYTAHTHBIX T€HOB B MOMYJISLIUA
yesoBeKka. Eciau 1axe 10MyCTUTh, YTO OT/EIbHbIE (POPMBI 3a00JI€BaHHSI BCTPEYAIOTCS
PENKO, TO 32 MHOTOMWIJTMOHHYIO HCTOPHIO YEJI0OBEUECTBA BCE PABHO HOCUTENEH
MYTaHTHBIX T€HOB HAKOMMUJIOCH Obl BEJTMKOE MHOKECTBO U, CJIEI0BATEILHO,
HacJe/JICTBeHHbIE 3a001eBaHus ObLTN OBl HIMPOKO pacnpocTpaHeHbl. OHAKO Bpadu XOTs U
CUMTAIOT, YTO HACJIEICTBEHHbIE HEAYTH U MPEIPACION0KEHHOCTh K HUM B 1IEJIOM
COCTaBIIAIOT 3HAYUTENbHBIN MTPOLIEHT, TEM HE MEHEE, OTMEYAIOT OTHOCUTENIbHYIO PEIKOCTh
oTaebHBIX (hopM 3a00aeBaHui. Tak, COrTaCHO CTATUCTUYECKUM JIaHHBIM, YacTOTa
oTaenbHbIX hopM 3aboneBanuit coctaniseT ot 1:7000 HoBopoxaeHHBIX 10 1:200 000 unu
naxe 1:1 000 000. Yuenble 00BACHSIOT 3TO TEM, YTO MPOLIECC HAKOIIJICHUSI BPEAHBIX
MYTaHTHBIX T€HOB UCIIBITBIBAET OIpeiesieHHoe poTuBoAeiicTBue. K pakropam,
CHIKAIOIIUM
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MPOLIEHT OOJILHBIX K 37J0POBBIM, OTHOCST: TTOBBIIIEHHYIO CMEPTHOCTH (BHYTPUYTPOOHYIO,
PaHHIOIO JIETCKYI0), CHUYKEHHYIO TUI0JIOBUTOCTh HIIK e OeCIUIoAne Y HOCUTeNen
«OO0JIBHOTO» T€HA U Y JIUII C HACTEACTBEHHBIMU 3a00eBaHusIMU. Takum oOpazom,
MIPOUCXOJIUT €CTECTBEHHBIN 0TOOP, HAMIPABIECHHBIM K CHIYKEHHUIO YaCTOThI «OOJIbHBIX)
I€HOB B MOIYJISIIIUN YEJOBEKA, T. €. KaK Obl HACTYNAET JMHAMUYECKOE PAaBHOBECHUE MEXKY
MYTaIlMOHHBIM MTPOLIECCOM U OTOOPOM.

C npyro# CTOpOHBI, U3BECTHO, YTO MO BIUSHUEM JOCTH)KEHUN HAYKH MOCTOSHHO
COBEPIIEHCTBYETCS MEUIIMHCKAsI TOMOIIb HACEJICHHUIO. JTO KacaeTcsl HE TOJIbKO OOphOBI
¢ MH(GEKIMOHHBIMU, HO U C BPOKJIEHHBIMU 3a005IeBaHUSAMU. J[eTsIM y’Ke C IEPBBIX MUHYT
POKIEHUsI MOXKET ObITh OKa3zaHa 3 (PeKTUBHAST MEAUIIMHCKAS TOMOIIb (peaHuMaus,
WHTEHCUBHas Tepanusi). Bce 3To paayer, BbI3bIBAET YYBCTBO ONTUMU3MA U HAJICKy HA
nocJieyonnil mporpecc B 6opboe ¢ 6one3HssMu yenoBeka. Ho B To e Bpems cienyet
MPU3HATh, YTO OMOJOTUYECKAs U COLMAIbHAs SBOIOIUS MTOCTaBUIIA YeJIOBEKa B 0ocoboe
MOJIOKEHHUE B OTIMYHE OT MUpPA )KUBOTHBIX U pacTeHui. B yenoBeueckoM 00111ecTBE pe3KO
COKPATUJIOCH JICCTBHE €CTECTBEHHOI0 0TOOpa. B CBsI3U ¢ 3TUM HEKOTOpBIE YUEHbIE
CUUTAIOT, YTO COTJIACHO 3aKOHAM IMONYJISIIIMOHHON T€HETUKH, IIOCTOSIHHO MPOUCXOISIIINI
CIIOHTAHHBIY U UHAYLUPOBAHHBIN MyTareHe3 Oy/IeT cliocoOCTBOBATh YBEIUUCHHUIO
HEXEJATeIbHOTO «T€HETUYECKOr0 Ipy3ay yesnoBeyecTBa. YToObI 0CIa0UTh €ro JaBjieHueE,
TeHeTHKH IpeiaratoT Helylo MporpaMMy Mo oxpaHe reHooH/1a yesnoBeka. Jta
mporpaMma mnpeycMaTpyuBaeT MOMCKHU BEIIECTB aHTUMYTAreHoB, yCTpaHEHUE U3 cepbl
JEeSTEIBHOCTH YeJIOBeKa MyTareHHbIX (PAKTOPOB, UCMOJIb3YEMbIX B IPOMBIIILIEHHOCTH,
MEJIUIMHE U OBITY (MeCTULU/IBI, TepOULIMIIBI U TIP.), COBEPIICHCTBOBAHUE KOHTPOJIS 32
HOBBIMHM CUHTETHYECKHUMHU TpernapaTaMu, OyJb TO JIEKapCTBa, OAEXK]1a WU TIoCyAa,
pa3paboTKy JEHCTBEHHBIX MEp 3aIUTHI OT MOHU3UPYIOMINX U3TYYSHUN U MHOTO€ JIPYToe.
Ecnu npu3Hath, 4TO COCTOSIHUE 310POBbS YEJIOBEKA ONPEEISAETCS HACIEACTBEHHBIM
MOTEHIIMAJIOM OpraHu3Ma U (paKTopaMu BHEIIHEH Cpefibl, TO CTAHET OYEBUIHBIM, YTO
W3MEHEHHBIN B pE3yJIbTATE MYTAI[UU T€HOTUI TaKK€ HAXOAUTCS B TECHOM B3aMMOCBS3U CO
Cpello U ee U3MEHEHHUS MOTYT, KaK BBISBISATh TeHETUUECKHUE N€PEKThI, TaK U 0CIa0JIATh
UX.



CJOBO BJU3HELAM

B NpCaAbLAYIIHUX pa3aciiaX KHUT'U aBTOP CTPEMUJIICA ITOKA3aTh POJIb HACJICACTBCHHOCTH

U CPEeJIbl B KU3HEACITEILHOCTH OPTaHu3Ma. Y YeHBIX MIOCTOSTHHO HHTEPECOBAJ BOIIPOC O
3HaYMMOCTH JIJIsl OpraHu3Ma YeloBeKa, Kak (PaKTOpOB HACIEICTBEHHOCTH, TaK U (DaKTOPOB
cpensl. [lepen HUME cTOsUTa TUIIeMMa: pa3rpaHUYUTh IPU3HAKY, OMpeIesieMble TCHAMH,
U IPU3HAKH, onpeaensemMble cpenoil. BozmoskHo i1 310? Penienre Bonpoca MOriio UIMeTh
HE TOJIFKO Hay4YHOE, HO M CYT'y0O IPaKTHUECKOe 3HAUCHHE, TaK KaK MMPH 3TOM
MPEICTaBISIIACH peaibHask BO3SMOKHOCTh HAaWTH OOBSICHEHHE NCTUHHBIX IPUYHUH
3a0oJeBaHui y yenoBeKa (HacaeICTBEHHbIE OHU WJIM HEeHacleACTBEeHHbIE). Beab s
HEHACJIeICTBEHHBIX 3a00JI€BaHUi Bpay pacmoiaraeT O0JIbIINM apCeHAIOM HaIeKHbIX
ne4eOHbIX CPEACTB.

Kak pemmrs 3Ty CIoXHYI0 IPOOIeMy, TJe HAUTH KOHEI] HUTKH, YTOOBI paciyTaTh
k1y6ok? Ilpuposa 3aragana 3Tu 3arajku, U, BUIUMO, K HEH e HyKHO oOparmaTbes 3a
OTBETOM.

HccrnenoBaTenyu cCUnTalId, 9YTO ISl BBISICHEHHUS COOTHOIIEHUS (PaKTOPOB CPE/IbI U
HACJICJICTBEHHOCTH MOTYT OBITh MCTIOJI30BaHbI OPTaHNU3MbI, UMEIOIIUE OJJUHAKOBBIN
TCHOTHII, T. €. OPTaHU3MBI 110 CBOUM HACJICJICTBEHHBIM KauyeCTBaM M CBOHCTBaM
TOX/IECTBEHHBIE. «A YTO OBI 3TO JJaJI0?» — MOXKET 33/1aTh 3aKOHHBIH BOIPOC YUTATEb.
310 Aam0 OBl UCCIEN0BATENI0 OYEHb XOPOIIYI0 MOAEIH sl OKCIIepUMeHTHpoBanus. Eciu
OpPTaHU3MBbl UMEIOT OJJMHAKOBBIN T€HOTHII, TO METOIOM CPaBHEHHUS BHEITHUX ITPU3HAKOB,
0COOCHHOCTEH 0OMEHa BEIECTB, YPOBHS (PU3MUECKOTO M YMCTBEHHOTO Pa3BUTHS MOKHO
HAWTH TO, YTO JJIA HUX SBIIAETCS OOIIMM ¥ pa3HbIM. OOIINE CTOMKUE MPU3HAKH, HE
W3MEHSIONINECS TIO]] BIMSTHIEM BHEUTHUX YCIIOBUI, MOTYT OBITh T€HETHUECKU
JAeTepMUHUPOBAaHHBIMU. Clie10BaTEIbHO, €CIU Obl y1a10Ch
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HaWTHU TaKyl0 MOJEJb, CO3JJaHHYI0 CaMOI PUPOJIOH, TO CTaI0 Obl BO3MOKHBIM OTBETHUTh
Ha MHTEPECYIOLIUN BOMIPOC. YUeHbI€ MPUILIN K BBIBOJY, YTO B MPUMEHEHHUH K YEJIOBEKY
TaKOW MOJIENIbIO MOTYT CIY>KUTh OJIM3HELIbI.

Poxxnenne 01m3HEN0B Beera (M paHbllle, U TeTEphb) BhI3bIBACT YUBICHUE Y JIIOJICH.
YenoBeyecTBO HE MEPECTAET U3YMIISTHCS ATOW UTPE MPUPOJIbI, KOTJa JaKe COOCTBEHHBIE
POJIUTENN HE MOTYT OTJIMUUTD JETEH APYT OT Apyra. ITOT NPUPOIHBIN (PEHOMEH HIUPOKO
MCIIOJIb30BAJICS MUCATENIIMU U TOATaMU, XyJ0KHUKaMH, CKYJIBIITOPaMH,
KMHOCLIEHapUCTaMu. biu3Helbl ObUIN TreposiMU CKa30K, T03M, CTUXOB, 3a0aBHBIX
aHEKJ0TOB, KOMEJIUNA U KUHO(DUIBMOB. Y TUBUTEIBHOE CXOACTBO OJIM3HELIOB
WCIIOJIb30BAJIM B CBOMX IIPOU3BEICHUAX Takue nucarenu, kak [lnasr, [llexcnnp, Mapk
Tsen, Typrenes, Credan Lpeiir, Aunepcen-Hekce, XKopx 3ann, T. IlleBuenko, [lonb ne
Kprou u apyrue. Jlo cux nop Ha TeaTpaJibHBIX CLIEHAX ¢ ycnexoMm unet «Komenns
omn6ok» Benukoro llekcnupa, OCHOBHBIMU IepOSIMU KOTOPOU SIBJIAIOTCS JBa Oparta-
onusHenia AaTudon ddecckuii 1 AuTUdON Cupaky3cKuil, UMEBIINE, B CBOIO OYepeb,
IBYX CIYT TOX€ OpaTrbeB-0u3HenoB o uMmenu pomuo Ddecckuit u Apomuo
Cupaky3ckuil.

UpesBbpiuaifHOE CXOACTBO OJU3HELIOB HACTOIBKO MOpa)xaio BOOOpaKeHHe JII0IEH, YTo
HABOJMJIO Ha MBICIb 0 00KECTBEHHOM HJIU ke, HA000POT, AbSIBOJILCKOM UX
MPOUCXOXKIEHUU. DTU B3TJISAIbl HAIILJIM CBOE OTpakeHue B Mudax u jereHaax JpeBHero
Erunra, Upana, Uunun, Kutas, ['penun u apyrux crpas. Tak, y HapogoB Bocroka
HECKOJIbKO Nap OJM3HELOB CYUTAINCH 00KECTBAMU, ETUIITSIHE MOKJIOHSIUCH
Jere’iapueiM OnusHenam — cymnpyram Ocupucy u Ucune, nepcsl — Opmysay u
Apumany (6oraMm cBeTa U TbMbI), KUTalI[bl — X0 X3-3pIlaHio, HHIYChl — OJIU3HEaM
AcBunam (6oru yTpeHHel 3apu u Oy1arogeTenu yenoBeuecTa). OcoOeHHO MHOTO MU(DOB U
JereH]] o OJIM3HeNax CyllecTBOBaIO B Diuiaje: MUQ o 6nu3Henax ANouioHe U ApTeMuae,
Kacrope u Ilonykce. Hlupoko nzBectHsl 01u3Hensl Pomyn u Pam, BckopmiieHHbBIE
BOJIYMIIEN U NTPU3HAHHBIE OCHOBATENSIMU BEIMKOTO Prma.

BHuMaHmne reHeTUKOB OJIM3HEIbl TPUBJICKIN COBCEM HeaBHO — B 20-€ ro/ibl HaIlero
crosietust. OgHAKO YUTATENb JOJKEH 3HATh O TOM, YTO JUISl PELIEHUSI HAYYHOU 3aa4u
yUY€HbIE TIOJIpa3Ieaiii OJM3HEOB HAa HECKOJIBKO TPYII, KaX/aas U3 KOTOPhIX UMeNa
MPUHIUIHATbHBIE OTJINYUS. 3/1€Ch, BUIMMO, HEOOXOIUMO HAIOMHUTh YMTATEIIO, YTO C
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T€HETUYECKOU TOYKH 3PEHUS HE BCe OJIM3HEIbl OAMHAKOBBI. VX 4€TKO MOXKHO pa3eauTh
Ha JBYSIUIIEBBIX (TU3UTOTHBIX), OJTHOSUIIEBBIX (MOHO3UTOTHBIX) U CPOCIITUXCS.
CTaTUCTUKH TOBOPST, YTO OCOOCHHO YacTO MOSBIISIIOTCS Ha CBET JU3UTOTHBIE OJIM3HEIIBI.
NxX BOBHUKHOBEHUE OOBSICHAETCS OJTHOBPEMEHHBIM OTUIOJJOTBOPEHUEM JIBYX Pa3HBIX
STMIEKIIETOK YKEHIIMHBI IBYMsI pa3HbIMU CIIEPMATO30MIaMU MY KYUHBL. Takue OJIU3HEeIIbl,
0 CYIIIECTBY, MaJIO OTJIMYAIOTCS OT CBOMX OpaTheB U cecTep HeOIu3HeoB. OueHb
CYILIECTBEHHOM JIETaJIbIO SIBJSETCS TO, YTO OHU MOTYT OBITh OJTHOTO U TOTO K€ WU
pa3HOro MoJia: IBE CECTPHI, IBa Oparta Uiv e Opat u cecTpa.

3HAYUTEIIBLHO PEKE POXKAAr0TCs MOHO3UTOTHBIE Onm3Hels! (1:100, 1. e. 1%),
BO3HHMKHOBEHHE KOTOPBIX CBSI3aHO C OIJIOJIOTBOPEHUEM OJIHOU SUICKIETKH (KaK 3TO
ObIBaeT OOBIYHO) U MOCIEAYIONIUM €€ JICJICHHEM Ha JiBa OjacTomepa (4To HeOOBIUHO),
KOTOpbIC, OTACIISISICH IPYT OT APYyTra, Aat0T HA4ajao IByM CaMOCTOSITEIbHBIM OpraHU3MaM.
OuyeHb BaXXHBIM O0CTOSTEIBCTBOM SIBIIIETCSI TO — U 9TO OCOOEHHO IIEHUTCS
Ir€HETUKaMHU,— YTO T€HOTHIIBI TAKUX OJIM3HEIIOB OJMHAKOBEI. [Ipu 3TOM HE ObIBacT
PA3HOIOJBIX OJIU3HEII0B, MOHO3UTOTHBIE OJIM3HEIBI BCET]a OJTHOTO T10JIa: JIBE CECTPHI, JIBa
Opara. iIMmeHHO oJIHOsMIIEBbIE OJIM3HEIIBl U BHI3BIBAIM BOCXUIIICHUE Y JIFOACH CBOSH
YPE3BBIYANHON CXOXKECTBIO.

Cpocruecs OJU3HEIBI — ATO MOPOK Pa3BUTHSA, PU KOTOPOM JIBa peOCHKA COCTMHEHBI
MEXy coO0M B 001aCTH Taza, TPyId WK FOJIOBBL. Takoe YpoJICTBO HEPEAKO
HCIIOJIb30BAJIOCH CAMUMHU OJIM3HEIIAMU KaK CPEeJICTBO K cyiecTBoBaHu0. [1Iupokyto
M3BECTHOCTD MOJTYYMUIIA HECKOJIBKO Tap On3HenoB. M3BecTHBI ObUIN CHaMCKUE OJM3HEIbI
Yanr u Onr, xuBiune B XIX B., 61arogapst KOTOPbIM B MOCJIEAYIOMIEM BCEX CPOCHIUXCS
OJIM3HEIIOB CTaJIM Ha3bIBaTh CHAMCKHUMHU.

[TocTostHHBIN UHTEpeC K OJIM3HEIaM BBIPA3UIICS HE TOJIBKO B CO3JIaHUH JIMTEPATYPHBIX
MIPOU3BEICHUH, KAPTUH U CKYJIBITYP, HO U B OTKPHITHHU KJIYOOB OJIM3HEIIOB, B IPOBEACHUU
ChE3/10B OJU3HEIIOB, KOHKYPCOB C BBISIBJICHUEM Map ¢ HAMOOJBITUM CXOJCTBOM. JTO B
KaKON-TO Mepe Jake 00Jerdano Tpy YUeHbIX — HUX HE HaJl0 ObLIO Pa3bICKUBATh, OHU
ObuTK Ha BUAY. MccnenoBatenu, aHaM3UPysl pe3yJIbTaThl, CMOTJIM YCTAHOBUTH OUYCHB
J00OMBITHBIE (DaKThI O YACTOTE POXKICHHUS HE TOJIBKO JIBOCH, HO U TPEX, YEThIPEX, MSITH U
OoJiee OU3HEIOB 0JJHOBpeMeHHO. CTaao OUYeBUIHBIM, UTO CYIIECTBYIOT TaKUE KEHITUHBI,
KOTOPBIC MPEUMYIIIECTBEHHO POYKAIOT OJIM3HEIIOB.
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VY4eHbIM yAaJIoCh YCTAHOBUTD, YTO B BOSHUKHOBEHHH MHOTOILIOTHON OEpeMEHHOCTH
OTIPEJICIICHHYIO POJIb UTPAeT Bo3pacT Marepu. OCOOEHHO YacTo OJIU3HEIBI POJATCS Y
YKEHILNH B Bo3pacte 37—38 Jer.

OnHosiIeBbIX OJIM3HEIIOB, UMEIOUIUX OJUHAKOBBIN T€HOTHUII, U3y4alld YU€HbIE MHOTUX
ctpan. CrenaHHble MU HaOJIO/IEHUS TIPEACTABISIIOT O0bIION nHTEpec. Tak, Hanpumep,
yJ1aJIOCh YCTAHOBUTD MyTeM M3Y4YE€HUS PU3HAKOB CXOJICTBA U PA3JIMYMs, YTO €CTh
MPU3HAKK, MAJIO U3MEHSIOIIMECS 0] BIUSHUEM BHEIIHEN cpeibl (HaclIeICTBEHHO
0OyCIJIOBJICHHBIE), U TPU3HAKH, B 3HAUUTEJIbHON CTENIEHU 3aBUCUMbIE OT cpe/bl. Tak, K
JOCTaTOYHO CTOMKUM MpHU3HAaKaM (T€HETUYECKH JIETEPMUHUPOBAHHBIM) OTHOCAT TPYIIIIBI U
(bakTopsl KPOBH, IIBET BOJIOC, TJ1a3, KOKU U 3y00B, PopMy BoOJIOC (MIPSMBIE, BOJHUCTHIE,
KypuaBbie), GOpMYy YIIHBIX PAaKOBUH, HOCA U I'y0, BECHYIIKHU, JAKTUIOCKOIIMYECKHE Y30PhbI
Ha nanblax pyk. [IpusHakamu, B 3HAUUTEIBHON Mepe 3aBUCSIIUMHU OT YCIOBUN BHELIHEN
Cpellbl, CUUTAIOT BEC, POCT, YPOBEHb UHTEIJIEKTa U Ap. CTano OYeBUIHBIM, YTO JJIS
OJTHOSIMIIEBBIX OJIM3HELIOB XapaKTePHO HATUYHME OJHUX U TEX K€ MPU3HAKOB, UTO
MOJIYYHJIO Ha3BaHHE KOHKOPJAHTHOCTH. Y UEHbIE CMOTJIM YCTAaHOBUTD, YTO OJIHOSIAIIEBBIE
OJiM3HeIbl 00J1aJal0T HE TOJIBKO YPE3BbIYaHBIM BHEIIIHUM CXOJICTBOM, HO OHU MOTYT
MMETh U OJIHOTUITHBIE 0COOEHHOCTH 0OMEHAa BEIIECTB, CKIOHHOCTh K ONPEIeICHHBIM
3a00JIeBaHUSIM, YTO TOBOPHIIO O poJin (DAKTOPOB HACJIEACTBEHHOCTH. B TO ke Bpems
HaOJII0ICHUS 32 OHOSANIIEBBIMU OJM3HELIaMU, BOCITUTHIBABUIMMUCS BPO3b, Y1AJIOCh
MOJIMETUTHh HEKOTOPYIO Pa3HUIYy B YPOBHE X (DU3UYECKOTO U NICUXUUECKOTO PA3BUTHS.
3T0 HepeaKo OBLIO CBS3aHO C TAKUMHU HEHACIIECTBEHHBIMU (CPEOBBIMH) (DaKTOpaMHu, Kak
yCIIOBUS MUTAHUS, BOCIIUTAHUSA U 00ydeHus. OLeHrBast 4aCTOTY BOSHUKHOBEHUS TEX WU
MHBIX 3200J1€BaHUH Yy OJHOSMIIEBBIX U PA3HOSUIEBBIX OJIM3HEIIOB, Bpaul CMOTJIN
BBISICHUTH OUY€Hb BAXKHYIO JI€TaJlb: €CJIM Kakoe-1100 3a00JieBaHKEe Yalle BO3ZHUKACT Y
OJTHOSIMIIEBBIX OJIM3HELIOB, TO 3TO JIMIIHUN pa3 MOXKET TOBOPUTH O 3HAYCHUU
HACJIeJICTBEHHBIX ()aKTOPOB B MOSBJICHUH 3TOr0 OOJIE3HEHHOI'O HEIyTa.

N3BecTHO, YTO CTENEeHb BO3IEUCTBHS CPEIOBBIX (PAKTOPOB, TAKUX, KAK YCIOBUS
BOCIIUTaHUs, 00y4YeHHUs], a TaKKe MHPEKUUHU U UHTOKCUKAIIUH, BO3/IeICTBUE
JIEKapCTBEHHBIX MPENapaToB U Jp., BO MHOI'OM OIPENIENSETCs YPOBHEM, TaK Ha3bIBAEMOM
reHeTHYECKOU MPEeAPACIIONOKEHHOCTH K UX BocnpuaTuio. [Ipu sTom peus uaer o
HEOJIAronpusTHOM B3aUMOJICUCTBUU

42



(baKkTOpOB cpelbl U CIEHU(PUIECKOT0 TeHOTHUIIA YeJIOBEeKa. DTH BOMPOCHI TAKXKE IIUPOKO
M3yYaJIUCh Ha OJM3HENax U MO3BOJIWIIM C/IeNIaTh OUYE€Hb BaKHbIE BBIBOJIBI. OCOOBII MHTEpEC
OHM IIPEICTABIIAIM Ui Bpadyel, TaK KaK HACJIEACTBEHHAs IPEAPACIION0KEHHOCTh UIPAET
3HAYUTEIBbHYIO POJIb IIPH JI000M 3a00JIEBAHUN YENIOBEKA. DTa MPEAPACION0KEHHOCTD
M3BECTHA AJIs TyOepKyJe3a, peBMaTU3Ma, OPOHXHUAJIbHONW aCTMBI, DK3EMBbI, CAXapHOTO
nuabeTa, 0XKUPEHUsS U MHOTUX Jpyrux OosiesHell. B aTol cBsi3u xoTenoch Obl 0000
IIOYEPKHYTH POJIb TEHOTUIIA YEJIOBEKA, O KOTOPOM OYEHb YETKO BbICKa3ajcs akaaemMuk H.
[1. {younun: «IIpu3Haku kak TakOBbIE HE HACJIEIYIOTCSl, OHH PAa3BUBAIOTCS HA OCHOBE
B3aMMOJICMCTBUS I'eHOTHIIA U cpelbl. Hacnenyercs TonpKo reHOTHIL, T. €. KOMILUIEKC I€HOB,
KOTOPBIN OIPEIEIIIET HOPMY PEAKIMU OPraHU3Ma, U3MEHSIOLYIO IIPOSIBIICHUE U
BBIpa)KEHUE MTPU3HAKOB B PA3HBIX YCIOBUAX CPEIBI».

YToOBl UMETH KPENKOE 3J0POBBE, UETOBEKY MaJIO MOIYYUTh OT POJIUTENCH «310POBBIN
TEHOTUI», TAK KAK TEHOTHUIIBI Pa3HbIX JIIOAEH MO BIMSHUEM OJHUX U TEX K€ YCIOBUU
BHEIIIHEN Cpebl MOTYT HMETh OJIMHAKOBBIE WJIN K€ Pa3HbIC NMPOsIBICHUS. B
c1a00pa3BUTHIX CTpaHaX, JAXe Yy JUI] C TEHETUYECKHU «3aIIaHUPOBAHHBIMY BBICOKHUM
pPOCTOM, MOXKET OBITh Te(PUIIUT Beca U poCTa, HAPYIIEHUE MUTAHUSA, YTO B MEJIULIUHE
HOJIyYMJIO Ha3BaHUE KBAaIIMOPKOpa (001€3Hb HENOEAAHNSA).

CoBepIIEHHO €CTECTBEHHO, UTO KJIACCUYECKUE MCCIIEA0BaHUS Ha OJM3HEaX HE CMOIUIN
JaTh OTBETA HA BCE MHTEPECYIOLINE YUEHBIX BONPOCHI. JTU UCCIEIOBaHUS
npoaoJpKarores. Menosb3oBaHue B TAKOr0 poja U3bICKAHUAX COBPEMEHHBIX
71a60paTOPHBIX METO/I0B (OMOXUMUU, UMMYHOJIOTHH U T. JI.) OY€Hb MEPCIEKTUBHO U 110
BCEW BEpOSTHOCTH B ONmKaiiiiem OyaylieM MO3BOIHUT MPUIIOAHATEH 3aHaBeC HAJl TalHAMU
HacJIeJICTBEHHOMU MpeapacnonoxkeHHocTu. Celiuac, Hanpumep, Npu 0OHApYKEHUH Y
00JIBHOTO HEMEPEHOCUMOCTH K KaKOMY-JTM0O0 JIEKapCTBEHHOMY IIpenapaTy Bpad He Bcerja
MOXKET HaliTU MPaBUIbHOE O0BSICHEHNE TPUYUHBI UAMOCUHKPA3UU U PEKOMEHIYET IIPOCTO
n30eraTh 3TUX MEJUKAaMEHTOB. BbIsiBIIeHHE B MOCTIEAYIONEM M€HETUYECKU
00yCIIOBIEHHOW MIMOCUHKPA3UH IIOMOXET BCKPHITh UICTUHHBIE IPUYUHBI Pa3INdHil B
peaKkIusAX Ha MEIUKAMEHTBI U HAYYUThCA UX MPEAYIPEKIATh.



3JIOPOBBE
MO HACJIEJICTBY

Ka3an0c5 Obl, OpraHU3M YeJI0BeKa TeHEeTUUECKH 3allpOrpaMMHUPOBaH kecTko. U3

MTOKOJICHUS B TIOKOJICHUE TI0 HACIIECJCTRY MEPEIal0TCS OCHOBHBIC MMPU3HAKH,
OTIPEJICIISIFONINE BHEITHEE CXOICTBO JII0JIeH U (DYHKIIMIO OPTaHOB YesoBeueckoro tena. Ho
B TO JK€ BpeMs B 3TO T€HETUUYECKON ITPOrpaMMe UMEETCs ITUPOKHIA THaIa30H
BO3MOXHOCTEH M OIIPEICIICHHBIN 3aac MPOYHOCTH, KOTOPBIC MTO3BOIMIH POTY
YEJIOBEYCCKOMY HE MCUE3HYTH C JIUIA 3eMJIH, a CTaTh €€ XO35WHOM. DTO MPOSBIISAETCS B
I'POMAJHBIX BO3MOKHOCTSX aJanTalliy K YCIOBUSIM BHEIIHEH cpenbl. [[ns pa3mmaHbIx
MIPEICTaBUTEIICH JKUBOTHOTO MUPA CYIIECTBYIOT CTPOTO OTPE/ICICHHBIC 30HBI OOUTaHMUS.
Jl71s1 yesnoBekooOpa3HbIX 00€3bsiH, CAMBIX OJIM3KUX MPEIKOB UelloBeKa, HE0OX0IuM
TEIUIBIA KIIMMAT U cBoeoOpaszHas nuiia. CyMyaThie )KUBOTHBIC BBIMEPJIU TTOBCEMECTHO M
CMOTJI COXPAHHUTHCS TOJIBKO B YCIIOBHUSX MPUPOLI ABCTpanuu. Ha Tepputopun Hamei
CTpaHsbl, B oTau4He oT Adpuku win MHauu HEeT CBOOOHO KUBYIIMX CJIOHOB. Takoro
poJia MpUMEPBI MOKHO OBLIIO OBI IPOAOIIKUTH. UTO ke KacaeTcs 4eloBeKa, TO €ro
BO3MOYXHOCTH aJIallTalliH, TCHETHUYECKH 3aKpEIJICHHBIC, 110 CYIIECTBY, HE OTPAHHYCHBI.
3eMIIsTHE 3aCeIHIIA CBOO IIAHETY W XOPOIIIO Ce0s1 YYBCTBYIOT KaK B HU30BBX, TaK M Ha
BBICOKOTOpPBhe, Ha KpaitHem CeBepe u B Tponukax. [TumieBoi pannoH 4emoBeka TakxKe
mupok. OH OJMHAKOBO XOPOIIIO YCBAaWBAET KaK PAaCTUTEIBbHYIO, TaK M )KHBOTHYIO TTHIITY.
Ero opranusmM reHeTH4YeCKH, BUIUMO, O0JICe COBEPIIICHEH, YeM OPTaHU3M JIF0O0T0
MIPEICTABUTEIIS )KHBOTHOTO MUPA, TaK KaK OH CIIOCOOCH M3 JTF000M MUY (PacTUTEIBHOM
WJIM )KUBOTHOM ) CHHTE3UPOBATh JJIs1 ce0s1 HE0OXO0IMMBIE TTUIIICBBIC BEIICCTBA.

[IIupokue BO3MOXHOCTH YEJIOBEKA, ONPECISICMbIC HAMH KaK COCTOSTHHE 37J0POBBS U
3aKpEIUICHHBIC B TIPOIECCE PBOJIFOIUY )KMU3HU B TEHETUYCCKOM ammapare, MOTyT ObITh
MIPOUJLTIOCTPUPOBAHBI
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JaHHBIMH HAYKH O TIPOJOJKUTEIBHOCTH KU3HU — T'€POHTOJIOTUH.

B Hamelt ctpane pe3ko yBeIU4YHIach MPOo10HKUTENbHOCTD )KU3HU YEJIOBEKa, B CPEITHEM
oHa nocturaa 70 ner. Ho xk aTuM cpenHuM nudpam Mbl y’ke TPUBBIKIH, HAC MO~
MPEXKHEMY YIUBISIOT U BOCXUIIAIOT JIIOU, TpoxuBLIue 6osee 100 ner.

Kpynueiimume yuensie . 1. Meunukos, U. I1. [1aBnos, A. A. boromonen u apyrue
CUMTAJIU, YTO YeNOBEK OJKEH KUTh 120—150 net. Ot QakTel yOeK1at0T B TOM, YTO
OMOJIOTUYECKH, a ITO 3HAUUT U TEHETUYECKHU, OPTaHU3M YeJIOBEKa «3alporpaMMUPOBAH)
Ha 3HAYUTENIHHO OOJIBIINHN NEPHUOJ] )KU3HU, YEM MbI ce0e peICTaBIsIn panblie. OqHaKO
TeHETUYECKH «3AIJIaHUPOBAHHOE) J0JIT0JIETUE B 3HAUUTEILHON MEpe HaXOJUTCS B
3aBUCUMOCTH OT YCJIOBUM BHEILIHEH Cpelibl U MPEKIE BCEr0 OT COLUATIBHBIX YCIOBUN
’KM3HU 00I1I€CTBA B LIEJIOM M OT CO3HATEIBHOIO OTHOIIEHUS K CBOEMY 3/10POBBIO KaXKJI0T0
yenoBeka. OIHAKO YEJI0BEK AaJIEKO He Bceraa OepeskHO OTHOCUTCS K ce0€ U IT03TOMY He
UCIIOJIb3YET FT€HETUYECKHU 3aJI0)KEHHbIE B HEM BO3MOKHOCTH J10JT0NeTHs. BermomuuTe
MCIIOJHEHHBIN MolHOTO (pustocodckoro 3HaueHus pomat O. banp3aka «lllarpeHeBas
Koxxa». [Incarens ocykaan «OJaeCTsIY0», MUITYPHYIO )KU3Hb, POCKOIIb U Pa3ryl, OH
nucai: «Ku3Hp yObIBaeT B MPsIMOM 3aBUCUMOCTU OT CHJIbI JKETTAaHUN».

Bcest npuTsraTenbHas cuiia IOJIroJieTusi COCTOUT, OJIHAKO, HE B CAMOW BO3ZMOYKHOCTH
¢uznyeckoro cymecrsoBanus. [Ipupoaa ogapuia yeiaoBeka CO3HaHUEM, UHTEIIEKTOM,
BO3MOXHOCTH KOTOPOTro Oe3rpaHu4Hbl. MO3r 4enoBeKa, BUIUMO, «T€HETHYECKU
3arporpaMMHUpPOBaH» ¢ OOJIBIIUM 3aI1acOM MMPOYHOCTH M PACCUUTAH Ha AJTUTEIbHBINA
nepuos padboTsl U TBOpUecTBa. J[0IrosieTue B COYETAHUHU C SICHOCTBIO MBICIIU U CO BCEH
raMmMoi 4eJ0BeuYeCKUX YyBCTB MpeKpacHo. Mbl 3HaeM BEJIMKOJIETHbIE 00pa3Iibl
TBOPYECKOTO JIOJTOJIETUS, PEKPACHON rapMOHUU (HU3HUECKOT0, UHTEIUIEKTYaIbHOT'O
3nopoBbs. Cepreit TumodeeBrny KoHEHKOB — BBIIAIOIMIUNACS XYI0KHUK U CKYJIBIITOP,
CO3/1aBILIUH 1IEJTYI0 310Xy B UICKYCCTBE, JJO KOHIIA CBOUX JHEN COXPaHAI (GU3HUYECKYIO
00pOCTh U TBOPUECKYIO aKTUBHOCTH. «B Tpyaax u 3a00Tax BCTpETHI s CBOE
JEBSHOCTOJIETUEY», — MHCAJl OH B aBTOOHOTrpaduueckoil kaure «Moil BeK».

Kuuru nucarens Apaonbsaa Mnbuua ['eccena 00 A. C. [lymikune nedararoTcs
IpOMaJHBIMH TUPAXKaMU U TYT K€ CTaHOBSITCS Oubnmorpaduueckumu peakoctsimu. Ho,
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BUJIMMO, HE BCEM U3BECTHO, YTO ATOT yIUBUTENIbHBINA YEIOBEK, IO CBOEH mpodeccun
KYpHAJIUCT, IepBYI0 KHUTY O Ilymkune Hanucan B Bo3pacte 83 ner. [locneayromue 13
7eT ObUTH HAMOJIHEHBI TBOPUYECKUM TOPEHUEM, B PE3YNIBTATE KOTOPOIO MOSBUIIUCH B CBET
HaBesHHbIE N033uel [lymkuHa Takue KHUrY, Kak «MOocCKBa, s 1yman o Teoey,
«Habepexnas Moiiku, 12», «Bo rnmydune cubupckux pyn», «Bce BOTHOBaNIO HEXHBIM
ym», «Pudma, 3ByuHas noapyra», «Ku3Hpb mos3ta». ITu KHUTU BBICOKO LIEHITCS
YUTaTeNeM, OHM SIBIISIIOTCA yKpalleHueM Kaxxaout oubnaunoreku. A. . I'eccen — 310 xuBas
SHUUKIIONEINSI, OH NMPEKPACHO MOMHUT U HUTUPYET HA NAMATh MYIIKUHCKUE CTUXH,
MMChMa N03Ta. DMOLUMOHAIBHBIN 3apsi/i, MOJYYEHHBIM UM OT BCTPEUH CO CTAPUIUM CHIHOM
A. C. Ilymkuna, AnekcanapoM AnekcaapoBudeM, U ¢ qouepbio AHHbI KepH, EkaTtepunoi
EpmoitaeBHOM, OH POHEC YepE3 BCIO CBOKO KU3Hb.

. E. PenuH NOCTOSTHHO TPYAUJICA, U TOJIBKO CMEPTH B BO3pacTe 86 JIeT nmpeppajia ero
cnyxeHne uckyccrpy. Kommnosurop Bepau B Bospacte 80 neT Hanucaa ogHy U3 CBOUX
onep «Danbcrady». Benukuii ckynbnrop MuKeTaHIKeI0 3aBEPIIni YKpallleHue Xpama
cestoro Ilerpa B Pume B 80- tetHeM Bo3pacte. @panuy3ckuii yuenslil llleBpens na 102
roJly >KM3HH 3aKOHYMJI CBOM HAy4YHBIM TPy no xumuu. B Bo3zpacrte 70 siet pycckuii
nosikoBoziell A. B. CyBOpoB oCyIecTBHII CBOM 3HAMEHUTHIN Opocok yepe3 Anbnbl. Ha 100
roJly >KU3HHM cllarajl CBOU MpeKpacHbIe MECHU Ka3aXCKU HapoIHbIN 03T [xamOyt.

Bcerna nu npupoaa ObIBaeT Tak mIeapa K JIIOISIM, BCETla JIU OHA JAeT JIIOJISIM CUACThE
UCIIBITATh MPEJIECTh KaXJA0r0 BO3PACTHOrO NEPUO/IA: IETCTBA, FOHOCTH, OTPOUYECTBA U
3penocTu? BOIBIMHCTBO IO pOKAAIOTCS 310POBBIMH, B PAE KE CIIy4aeB pUpoaa
COBEPIIAET «OUIMOKN», U YEJIOBEK YK€ C MOMEHTa pOXkIeHHs ObIBaeT, O0JIEH, OH HE
MOJKET aJJallTUPOBATHCS K OOBIYHBIM JIJISl BCEX JIIOJIEH YCIOBHSIM KM3HU. DTO MOMKET
BBIPAXKATHCS B BUJIE YMCTBEHHOU U (PU3UYECKOM OTCTAIOCTH, HEIEPEHOCUMOCTH KaKUX-
100 MUIIEBBIX MPOJIYKTOB, B OOJIE3HIX cepAlla, MOYEK, IEYEHU U IPYTUX OPTaHOB.

Heckonbko JecsATKOB JeT Ha3a] MHOTUE yU€HbIE ObLIN YOSXKICHbI, 4YTO OOJIBIIMHCTBO
BPOKJIEHHBIX 3a0051€BaHUi, 0OHAPYKUBAEMBIX y JIETEH YK€ MPHU POKICHUU, CBSI3aHBI C
nepeaavei HeOIaronpUsITHBIX HACIIEICTBEHHBIX (PakTopoB. Takue npeacTaBieHUs
rOCIIOACTBOBAJIM B HAYKE MHOTO JIET ¥ MOJKPEIUISUINCh pa00TaMH U BbICKa3bIBAHUSAMMU
aBTOPUTETOB.
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OpHako y 9MTaTels He JOJDKHO CO3/1aThCsl TAKOTO BICYATIICHHUS, YTO Bpayu HE YIACIISUIH
BHHUMAaHHMSI HACJICJICTBEHHBIM HeayraM. MeWKU OYeHb JJaBHO OOpaTHIIM BHUMaHUE Ha
BO3MOXHOCTh BO3HUKHOBCHHSI OJTHOTHITHBIX 3a00JICBaHHI B OJTHOM M TOH ke cembe. Mmu
OBLIM OIMHMCAaHBI MHOTHE OOJIE3HH HEPBHOKM W CEPACUYHOCOCYAMCTON CHUCTEMBI, OPTaHOB
3pEHUS U CTyXa.

JlucTas cTapbie MEAUITMHCKUC KYPHAJIBI U U3y4as CIICIUAIbHYIO JIUTepaTypy,
BCTpEUaeIlb ONMMCAaHUE OTEIHHBIX HACIEACTBEHHBIX (hopm 3aboneBannii. Hepeako 31o
OBLIM TAJIAHTIMBBIC ¥ TOHKKME HAOIOICHNS KIMHUIUCTOB. OMUCaHHBIC MU KIUMHUYCCKUC
MIPOSIBJICHUS] HEKOTOPBIX 3a00JICBaHUI HEPBHOW CHCTEMBI M IPYTUX OPTAHOB JIO CHX TTOP
HCTIONB3YIOTCSl B COBPEMEHHOW MeIUIMHE. TeM He MeHee, 10 HeTaBHETO MPOILIOTro
CYIIECTBOBAJIO TOBOJBHO MPOYHOE yOCXKICHHE, YTO HACIEACTBCHHbIC 3a00ICBaHMS
BCTPEYAIOTCS KpalHE PEIKO U OTHOCATCS K pa3zeiy Ka3yuCTHKH. B To ke Bpems
CUHMTAJIOCh, YTO TI0 CBOEMY XapaKTepy M TSHKECTH MOPAKEHUS 3TH OOJIC3HU HEH3JICUUMBI, U
Bpay, 0 CYIIECTBY, O€CIOMOIIEeH B 00phOE C HUMHU.

Het HEoOX0mMMOCTH yOEKIATh B TOM, YTO 3TH CYXKJICHHUS POKIATH TYBCTBO
MecCMMHU3Ma y Bpada, Tak Kak OCHOBHOM CMBICII BpaueOHOM JCATEITPHOCTH — BECTH
ITUPOKYIO MPOPUIAKTHKY BOSHHKHOBEHUS 3a00JI€BaHNM, OBJIAICTh IPUHITUIIAMHU UX
paHHETO BBISBICHUS U JICUCHHSI — BCE ATO Ka3aJ0Ch HEIIPUMEHUMBIM K PEIKO
BCTPCYAIOIIMMCS HACJICACTBCHHBIM 00JIe3HsAM. TakuM 00pa3oM, MHOTOTHICSYCIICTHUN
OTIBIT PAKTUYCCKON MEIUITMHBI, OTIBIT U APYAHUIUSA KaXKI0T0 Bpada B OTACIIBHOCTH
pa30oMBAINCH O «HE3BIOJIEMOCTh)» HACIEICTBEHHBIX HEAYTOB YelloBeYecTBa. Bpau
CTaHOBWJICS JIUIITh HAOJIFO1aTeIeM, O MPOPUIAKTUKE U JICICHUH BPOXKICHHBIX
3a00JICBaHUI HE MOTJIO OBITh U PCYH.

[Tpouwu roasl. Hactynmna spa TexHudeckoit peomtonnu. OHa pe3Ko U3MEHHIIA
yCIIOBUS HaIlleH )KM3HU U HAIICH JeaTebHOCTH. To, 4TOo €Ile He TaK IaBHO Ka3aJloCh
(haHTaCTUKOM, CTAIO KaKIOJHCBHOW PealbHOCThIO. MEIMIIMHA TaK)KEe HE OCTAIach B
CTOpPOHE. DTa IPEBHSS, HUKOT/a, HO OTHOCHUBIIASCS K TOYHBIM HayKaMm 00J1acTh
YEJIOBEYCCKOTO 3HAHUS CTaJla YCHIICHHO 000TamaTbes TOCTIKCHUSIMU (QU3UKH, XUMHH,
Oouonoruu, MmaTeMaTuku. Hactynuia spa o0beKTUBU3AIMNA MEIUIIMHBI, KOTJa YMITUPHKA
CTaJia TOCTOSTHUEM MCTOPHH, @ OCHOBHBIM KPUTEPUEM JUATHO3a M Teparuy —
KOHKPETHBIC TAaHHBIC KIIMHUYCCKON OMOXUMHUN, MUKPOOHOJIOTHH, MMMYHOJIOTHH,
HeHpoHU3NOIIOTHY | T. TI.
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BPOXAEHHLIE 3AB0NEBAHUR

HACNEQNCTBEHHBIE 3ABONEBAHWA HEHACNEACTBEHHLIE 3ABONEBAHUA
XPOMOCOMHbIE I EHHbIE HAPYWEHWA BHYTPUY TPOBHOFO
BONE3HW BONE3MY PA3BIT UA ‘
IMEPHONATIN GETONATIMM

Puc. 7.

NMeHHO B 3TOT Meproj MPOUCXOIUT Pl KPYITHEHIITUX OTKPBITHI B OMOJIOTHU U
OMoJIoruuecKor XumMuu. JleraapHo n3y4aroTcs KJIeTKa, XpOMOCOMBI, T€HbI, CTPOCHHUE U
POJIb HYKJICMHOBBIX KUCTIOT. HOBBIE (haKThl MPOU3BOIAT PEBOJIIOIMIO B OMOJIOTUHU U
MEJIUIIMHE, OHH BBI3BIBAIOT HEOOXOAMMOCTD MEPEeCMOTpa CTaphIX MpeAcTaBieHui. Bpauu
WY T HOBBIC IMYTHU JIJIS1 BHIACHEHUSI UCTUHHBIX IPUYUH O0JIe3HEN U 1IeJICHANPaBICHHBIX
METO/IOB JICUCHMUS.

VYuensle, o0oramieHHbIe OECIIEHHBIM ONBITOM MPEANIECTBYIOIINX MOKOJICHHH,
CBOPAYMBAIOT C IPOTOPEHHBIX MYTEH U CTAPAIOTCS MPHUBJICUD JIJIs1 O0OBSICHEHUSI 3/I0POBBS U
OoJie3Hel yenoBeka HayKy o HacieacTBeHHocTH. WM. T1. TlaBnoB cuuTan, 4To BOILIONMICHUE
B JKW3Hb HAYYHOUW UCTUHBI B 3aKOHAX HACJIEJCTBEHHOCTH MOMOXKET U30aBUTH
YeJI0BEUYECTBO OT MHOTHUX CKOpPOEH U rops.

B nanHOM pazzene Mbl XOTUM COCPEIOTOYUTh BHUMAHUE TOJIBKO IMa O0JIE3HSIX,
nepearmmuxcs o HacieacTy. [1o atomy Bompocy uMeeTcs: 60JIbIIoe KOJTUYECTBO
JIUTEPATYPHI U HE TOJIBKO CIEIMAIbHON, METUIIMHCKON. HacnencrBennas
00yCJIOBIEHHOCTh MHOTHX TSIKEJIBIX OOJIe3HEH ObliIa OTMEUEHA €I1I€ BO BpeMeHa TIyOOKOM
JIPEBHOCTH U HalllJIa CBOE OTPAXKCHHUE B CIICIMAIBHBIX HAYYHBIX TpakTaTax, B bubnuu,
Kopane u naxe B xyJqoxxecTBeHHOM nuTeparype. Tak, 00ibIlIoN HHTEpeC MPpeACTaBIsSIeT
TBOPYECTBO BEJIUKOTO (PpaHIy3CKOro mucatesst D. 30151, KOTOPhIH B XyI0KECTBEHHOMN
dbopme, HO SIBHO ¢ OMOJIOTHYECKUX TTO3UITUN, CMOT TTIOKa3aTh POJIb HACIEICTBEHHOCTH B
BO3HUKHOBEeHUU Oosie3neit. B npenucioBun k pomany «Kapwsepa Pyronos» 3. 3oms
numet: «f xo4y rnoka3ath HEOOJBIIYIO TPYIITY JIIO/ICH, €€ TOBEJIeHUE B OOIIECTBE,
MOKa3aTh, KAKUM 00pa3oM, pa3pacTasich, OHa JAET )KU3Hb JICCATH, ABAJIIATH CYIIECTBAM,
Ha MEPBbIX
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B3TJIS1]] TJTyOOKO Pa3IM4HbIM, HO KaK CBHJIETEIBLCTBYET aHAIN3, OJM3KO CBI3AHHBIM MEXKIY
coOoii. HaciiencTBeHHOCTh, TOJIOOHO CUJIe TSATOTEHUS, UMEET CBOM 3aKOHBI. {715
paspernieHus ABOMHOIO BOIIPOCa, O TEMIIEPAMEHTaX U CPeJie, s MONBITalOCh OTHICKATh U
MPOCIAEAUTh HUTh, MATEMAaTHYECKH BEAYIIYIO OT YeJIOBEKa K YeIOBEKY», U aanee: «Pyron-
Makkapsbl, Ta TpyIna, Ta CEMbs, KOTOPYIO s COOUPAIOCH U3Y4aTh, XapaKTEPUIYETCs
0e3y1epKHOCTHIO BOXKJIETICHUH, MOILHBIM CTPEMJIEHHEM HAIIEro BeKa, pBYIIETrocs K
HacHaXJeHusIM. B pu3noaornyeckoM OTHOLIEHUU OHM MPEACTABISIOT COO0N MEIIEHHOE
yepe0BaHUuE HEPBHOTO paccTpoiicTBa U 00sie3HEN KPOBH, MPOSBISIOMIUXCS U3 POJIA B
POJI, KaK CJIEJICTBUE MEPBUYHOTO OPTaHUUECKOTO MOBPEKACHHUSL...>»

O6unne HOBBIX (PAKTOB, €CTECTBEHHO, MOKOJI€0aI0 CTapble MPECTABICHUS O YACTOTE U
MPOUCXOKIEHUU MHOTHUX TEJIECHBIX U IYIIEBHBIX 3a00eBaHui yenoBeka. Tak,
XPOMOCOMHAasI TEOPHS HACJIEICTBEHHOCTH, YIITyOJI€HHBINA aHaJU3 POJIOCIOBHBIX U
NOMYJISMOHHAS TeHETHKA MTOKa3aJIy OOJBUIYIO POJIb IUTOTCHETUYECKUX HCCIIEIOBAaHUMH,
KOTOpbIE, B CBOIO OYEPE/b, CIIOCOOCTBOBAIM OTKPBITHIO TaK HA3bIBAEMBIX XPOMOCOMHBIX
aHOMaJIui (M3MEHEHHE KOJMYECTBAa XpOMOCOM — BMecTO 46—47 unu 45 u 11p.): 60sie3Hn
Hayna, Tepuepa, Knaitndensrepa. buoxumudeckasi reHETUKA U T€HETHKA
MUKpPOOPraHU3MOB (0aKkTepuil) Takke ClIoCOOCTBOBAIIM CO3/IAHUIO HOBBIX TUIIOTE3 U
METOJI0B, OJ1aroaps KOTOPbIM B TeUEHHE MOocHeAHUX 15 eT ObUIN OTKPHIThl MHOTHE
paHee HEM3BECTHbBIE HACIIEICTBEHHbIE 00JIE3HH OOMEHa BELIECTB, TPUBOIAIINE K
HapYUICHUSM JEATEeIbHOCTA TAKMX KU3HEHHO BaKHBIX OPraHOB, KaK HEpPBHAs CUCTEMA,
JIETKUe, TIOYKH, CEepAILIe.

Hapsay ¢ aTum nosiBuiMch yoequTeNnbHble MOATBEPKACHUS POIN HACIIEICTBEHHBIX
(aKkTOpOB B BOZHUKHOBEHUH psJia 3a00J€BaHNN BHYTPEHHUX OPraHOB YEJIOBEKA.

Crtano o4eBUAHBIM, YTO HACIEACTBEHHOCTh U €€ 3aKOHbI UMEIOT OTPOMHOE 3HAUEHUE
JUISI OTIpE/ICNIEHUs] COCTOSIHUS 3[I0POBbsS YEJIOBEKA, 1JI1 aKTUBHOTO MPEIYTPERKACHUS
TSDKENBIX 3200JIEBAHUM U UX OCIOXKHEHHH U T. 1. OJJHAKO HACJIEe/ICTBEHHbIE 3a00JIeBaHUS
110 CBOEH MPUPOJIE HEOJHOPOHBI U JIETSATCS TeHETUKAMU Ha J[BE TPYMIIbL: OJHA CBsI3aHa
00JIE3HBIO XPOMOCOM, JIpyTasi — ¢ 00JIE3HBIO TEHOB (pucC. 7).



BOJIE3HHU
XPOMOCOM N TEHOB

KaK YK€ TOBOPHUJIIOCH, XPOMOCOMHBINA HaOO0p 310pOBOIr0 YeIOBEKa (KapUOTHIT)

coctout u3 46 xpomocom, uiu 23 nap. [Ipuuem kaxnas uz 44 XxpoMOCOM UMEET
OJIMNHAKOBOI'O MapTHEPA, U 3TU XPOMOCOMBI (XapaKTepHbIEC KaK ISl MYXYWH, TaK U IJIs
’KEHIIMH) MOJIYYHIA Ha3BaHUE ayTocoM. B To ke BpeMs XpoMocoMbl 23-i apbl
Ha3bIBAIOTCS MOJIOBBIMH. Y JKEHILMH 3TO JBE KPYIIHbIE 10 CBOUM pa3mepaM XX
XpPOMOCOMBI, Y MY»KYMH — OJIHa XpoMocoMa X ¥ MajeHbKas XxpoMocoma Y.

[IpITasich BBISICHUTH MEXaHU3M HACJIEJACTBEHHBIX 3a00JI€BaHUH Y YEIOBEKa, YUEHBIE
MIPOBOJIMJIA KPOMIOTIIMBBIE U TOHKUE UCCIENOBAHUSA 10 H3YYEHHUIO XPOMOCOM Y 3/I0POBBIX
1 OOJIBHBIX JIOIEH. DTH UCCIEI0BAHUS MMO3BOJIMIN YCTAHOBUTH OYEHb BaXKHBIC U IS
OHMOJIOroB, U 1Jis Bpadyeil (pakThl: IPU HEKOTOPBIX 3a00JIEBAHUSIX, OCOOEHHO MPU IPyOBIX
MOPOKax pa3BUTHUSA Y JAE€TEH, 0OHAPYKUBAIOTCS U3MEHEHUS, WU, KaK TOBOPSAT F€HETUKH,
abeppanuu XpoMocoM. B oIHHX ciyyasx IUTOJIOTH OTMEYaJId YBEIMUYECHUE UITU
YMEHBILIEHUE MaTepuaia OTAEIbHBIX XpoMOocoM. [1osiBIIeHHE 1EN0N JONOJIHUTEIBHOM
XpoMocoMbI (47 BMecTo 46) cTano Ha3bIBaTHCS TPUCOMUEH 10 JAHHOW XPOMOCOME
(manpumep, no 15-i nnu 21-if), yrparta 1emaoi XxpoMOCOMbl — MOHOCOMHMEH 10 ATOU
xpomocoMe. YacThuHas oTeps MaTepuasia XpOMOCOMBI OIIPEAEIIAeTCs KaK Aeelus, a
npubaBiieHne — Kak JyIUIMKalus. B cBS3u ¢ 3TUM B peun Bpadeil MosBUINCH
COBEpIIEHHO HOBbBIE, paHee HEe YIOTpeOIsIBIINECS TEpMUHBL. B OCHOBY Ha3BaHUs
3a0o0sieBaHUI ObUIH MOJI0KEHBI OOHAPYKUBAEMbI€ MPU HUX Je(EKThl XPOMOCOMHOI'O
amnrapara: CHHIPOM JEJeUn, CUHIPOM TPUCOMHUH, MOHOCOMHUH IO KOHKPETHBIM
XpOMOCOMAM.
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HopManbHbI#t XpOMOCOMHBIN KOMIUIEKC B JIp€ KJIETKH BBIMOIHSIET POJIb CIOKHOM
PEryHUpYyIOel CUCTEMBI — 00ECIEYMBAET HE TOJBKO MPaBUILHOE PA3BUTHE OPraHU3Ma,
HO U MpaBUIIbHOE QYHKIIMOHUPOBAHKUE €r0 OPraHOB U TKaHel. [Ipyu BOZBHUKHOBEHUHU TEX
WM UHBIX 1€(EKTOB XPOMOCOM MEHSETCS PACIIONIOKEHUE XPOMOCOMHBIX CUCTEM,
MIPOUCXOJIUT MEPECTPONKA FTEHETUUECKOM CTPYKTYPbl XpOMOCOM U KakK CJIeJICTBHE —
aucOallaHc HacIeACTBEHHBIX (PaKTOPOB, HAPYIICHUE CTPOCHUS U )KU3HEAEATEIbHOCTU
OpraHu3Ma B LI€JIOM, T. €. HACTyIaeT 00JIe3Hb.

Hcnonb3oBaHue MUTOT€HETUYECKOTO aHAIN3a B MEIMIIMHCKOM MPAaKTUKE IPUBEIIO K
LEJIOMY PSIIY OTKPBITUH, B KOPHE U3MEHUJIO MPECTABICHUE O MPUPOJIE HEKOTOPHIX
BPOKJEHHBIX 3a001eBaHui. B 60Jb110# rpyIine BpOKI€HHBIX IIOPOKOB Pa3BUTHS ObLIN
muddepeHurpoBaHbl OTAENIbHbIE (OPMBI OOJIE3HU.

Jjist mpuMepa MOKHO IPUBECTH UCTOPHUIO M3YUYEHUS TAKOTO HACJIEICTBEHHOTO
3a0oneBanus, kak 0one3np Jlayna. HazBanue 6oJsie3HH 1aHO IO UMEHH aHTJIMIICKOTO Bpaya
Jlanrrona /layHa, Bnepsbie B 1866 r. onucasuiero 3to ctpaganue. Ilocie nepBoro
OMMCAHMSI 3TON OOJIE3HU U B MOCIEAYIOLIUE JECATUICTHS] MHOTHE MBITAIUCH TPOHUKHYTh
B TallHBI MPOUCXOXKACHUS 00ne3HU. 115t OonbHBIX eTel ¢ Oone3Hbto JlayHa Obut
XapaKTepeH KOMILIEKC BHEIIHUX MPU3HAKOB ((PEHOTHUIT) B BUJIE KOCOTO pa3pesa Iias,
YILTOIIEHHON MEePEHOCHIIbI, OOJIBIIOTO SI3bIKA, IPKOTO PYMSIHIIA Ha IEKaX U YMCTBEHHOM
OTCTaJIOCTH.

Jlnist Bpauelt auarnos 6ose3nu JlayHa B OOJBIIMHCTBE CBOEM HE MPEICTABIISI
TPYJAHOCTH, HACTOJIBLKO CelIM(UYHBI ObUIA BHEIIHUE MPOsIBICHUs 00s1e3Hu. bone3npb
JlayHa quarHocTupoBalid y peOeHKa yxe B epBble THU KU3HU. OHA ¢ 0IMHAKOBOU
4acTOTOM BCTpeyagach BO BCEX CTpaHAX MUPA, B Pa3HBIX KIMMAaTHUYECKUX 30HaX. OuH U3
uccienoBareneit choTorpapupoBall Kak-To TPYIIy J€Tel pa3HbIX HAIIMOHAJIBLHOCTEH C
60me3Hb10 JlayHa, 1 ObUIO MOJIHOE BIIEYATIIEHHUE, YTO PeUb UJIET O OpaThsiX U CecTpax
OJIHOM CEMBbH.

Kakue TonbKO HU BBIABUTAJIUCH TUIIOTE3bI 17151 00BSICHEHHSI BOSHUKHOBEHUS 00JIE3HU
JHayna. OiHu aBTOPBI CUATANU IPUYUHOMN aJIKOTOJIM3M OTIA, IPYTrUe — pa3iudHble
3a0osieBaHus y O€peMeHHBIX KEeHIIUH. Bricka3bIBanoCh NMpeAnoNoKeHne, 4To 00JIe3Hb
JlayHa — 3T0 3aiep>KKa Ha ONpeIesIeHHON CTaiui BHYTPUYTPOOHOTO Pa3BUTHS U T. II.
HcTtopus uzyuenus 31oil 001e3H1 noApoOHO onrcaHa B MOHOTpa(QUU HEMEKOTO
uccnenonarens Kéuura u yoenurenbHo
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JEMOHCTPUPYET BCIO OECINIOAHOCTh MOMBITOK HANTH OJHO U JOCTOBEPHOE OOBSICHEHUE.

1959 r. sBisieTCa 3HaMEHATENBHON BEXOUW HE TOJIBKO B U3YUCHUU MTPUYUH
BO3HUKHOBEHUs 00sie3HM JayHa, HO M IEPUOIOM MHTCHCUBHBIX UCCIIEIOBAHUN
XPOMOCOMHBIX 00JIE3HEHN B LIEIOM.

[Toutn onHOBpeMeHHO BO DpaHIuK 1 AMEpHKe ObUIO YCTAaHOBJICHO HAJIUYHE B
XpPOMOCOMHOM Ha0ope OOJIbHBIX JIMIIIHEH XpOMOCOMBI, T. €. 47 BMecTo 46 xpoMmocom. [Ipu
ATOM OblIa OTMEYEHA OIpe/ieNIeHHas CBsI3b MEK/y BO3PAacTOM MaTepeil 1 4acTOTon
poxxaeHus neteit ¢ 6one3npto JJayna. Oka3zanock, 4eMm crapiie MaTh, TeM OO0JIbIlIe PUCK
POKJIEHUS y HEE TaKOro pedeHKa.

Takum 06pa3zom, ObLIO T0Ka3aHO, YTO O0JIE3HB JlayHa — ATO HACIEICTBEHHOE
3a0osieBaHue, 00YCIOBICHHOE U3MEHEHUEM XPOMOCOM. B CBSI3U ¢ 3TUM U3MEHHIIOCH U
Ha3BaHUE 3a00JICBaHUs, TEHETUKHU TIPEJIOKUIN UMEHOBATh €ro KaK CUHAPOM TPUCOMUHM
o 21-i xpoMocome.

Bckope nociie BoisicHeHust renesa 0one3nu JlayHa ObLIM ONMKMCaHbl U Apyrue 00JIe3HU
xpomocoMm. Cpeau HUX MOKHO Ha3BaTh TakHe, Kak cuHapoM llatay, unu cuaapom
Tpucomuu [I; cunapom SaBapaca, Uiau CUHIPOM TpUCOMUH 18, cHHIpOM Aenenuu
KOPOTKOTO IIJIeYa XpPOMOCOMBI 4, CHHAPOM «KOIIAYbEro KPUKA», UIIU CUHIPOM JAEJECIIUU
KOPOTKOTO IIJIeYa XpOMOCOMBI 5, U JIp.

Heo6x0a1uMo 0TMETUTh, UTO YUEHBIE CMOTJIN BBISIBUTH HAPYILICHUS HE TOJIBKO B
CUCTEME ayTOCOM, HO M B CUCTEME MOJOBBIX XpOMOCcOM. Tak, mpu 1eiaoMm psije
3a00JeBaHMi OBLITN OOHAPYKEHBI KaK M3MEHEHHS YHCIIa, TaK U HAPYIICHUE CTPYKTYPhI
MTOJIOBBIX XPOMOCOM.

B HacTosmee BpeMsi COBEPIIEHHO OYEBUIHO, YTO IMOUCKHU CBSI3€ aHOMAJIMIM XpOMOCOM
C TIOPOKaMU Pa3BUTHsI YEJIOBEKA SIBJISIOTCS OJTHOM U3 BaKHEUIIUX MPoOIeM
nuUTOreHeTuku. B HepanekoM Oynymiem, BUAUMO, OyIET onpeiesieHa Poilb Kaxa0u
XPOMOCOMBI B AMOPHOHATIBHOM Pa3BUTUH YeJIOBEKA.

I'eHbI pacnonoXeHbl B XpOMOCOME B JTUHEWMHOM MOPSJIKE, U KaXbIi T'€H BBINOJHSIET
COBEPILIEHHO OIpeAeNIeHHYI0 «paboTy». Ha si3pike OMOXUMHMKOB KaXKIblil T€H, SIBISACDH
yuactkoM [IHK, Hecer nndopmanuio o cTpoeHnn Kakoro-im6o KOHKPETHOro Oejka B
OpraHH3Me YEIOBEKA.

Ecnu npuHsATH BO BHUMaHKE, YTO YEJIOBEK SBIIAETCA 00sanaresaeM NpuOIu3uTeaIbHO
7 000 000 reHoB (Tak CUMTAIOT HEKOTOPHIE YUCHBIE),
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TO JIETKO ce0€ MpEeACTaBUTh, HACKOJIBKO YETKON JOJKHA OBITh «paboTay KaKJoro reHa B
OpraHu3Me 3/10POBOT0 YEJIOBEKa. Y CTAHOBIIEHO, YTO 3TA «paboTa» OCYLIECTBISIETCS IyTEM
PENPECCUH, WU MTOAABIIEHNS, AKTUBHOCTH OJIHUX IT'€HOB U JEMPECCUHU, UM UHIYKLINH,
AKTUBHOCTH APYTUX I'€HOB.

Kak y»xe roBopuiioch, 4elIoBeK UMEET IBOMHON HAOOp T€HOB, MOJTYYEHHBIX OT MAaTEpU U
OTLA. DTO CBOMCTBO NMEET OOJIBIIOE 3HAUEHUE JIJIs1 COCTOSIHUS 340pOBbi. B ciyuae
BO3HUKHOBEHUSI MYTallM1 OJIMH U3MEHEHHBII T€H B NIOJIOBOM KIIETKE MPU OIUIOJOTBOPEHUHN
Yaie BCEro BCTPEYAETCS C HOPMAIbHBIM «310pPOBBIM» FeHOM. [Ipr 3TOM BO BCEX KIIETKax
HOBOI'O 3apO’KIAIOIIET0Ccsl OpraHu3Ma OyJeT NPpUCyTCTBOBATh OJJHOBPEMEHHO «OOIBHOW»
U «3I0poBbIiD» TeH. Kak oTpa3urcs 310 Ha 0OMEHe BEIIECTB Pa3BUBAIOLIEIOCs OpraHu3ma?
HopMmanbHblii reH Oynet BeipabaThiBaTh ONPEIeICHHbIN (PEPMEHT, B TO BpeMs KaK
«OO0JIbHOW» WJIM MYTaHTHBIM reH — HeT. B CBs3U ¢ 3TUM, XOTs KOJIMYECTBO epMeHTa,
KOTOpBIH JI0JDKHA BhIpAa0ATHIBATh 3TA Mapa T'eHOB, OyJeT B 2 pa3a MEHbIIIE,
OMoXMMUYecKas peakius B Opranu3Me Oyaer nmporekaTh 0e3 3aaepkku. YuraTenb,
BUJIUMO, YK€ J0TaJaJCs, YTO peUub UJET O TETEPO3UTOTHOM HOCUTENBCTBE. B ciydae
BCTYIUICHHSI B OpaK JIByX reTepO3UTOTHBIX HOCUTEINIEH 110 OJTHOMY U TOMY K€
MaTOJIOTUYECKOMY TeHY B KileTKaxX y 25% ux aereit pepMeHT OyneT OTCyTCTBOBATh
HOJIHOCTBIO, T. €. BOSHUKHET 00JI€3Hb (hepMEHTONATHSL.

OpraHu3sM 4enoBeka — 3TO OYEHb CIIOKHAs OMOXMMHUECKas 1adopaTopusi, B KOTOPOH
OJTHOBPEMEHHO MPOUCXOAT THICAUN Pa3HOOOPA3HBIX XUMUYECKUX PEAKIUH, U YHACTBYET
MHOecTBO reHoB. [locTynatoiue ¢ numieil 0enKku, )KUpbl, yriaeBOIbl U IPYTrUe BEIeCTBA
IIOJIBEPraoTcs NnepepadoTke U ycBoeHuto. dusnyeckas paboTa CONpoBOKAAECTCA
HYHEPreTUYECKUMHU TpaTaMu, BbIJIEJIEHUEM MTPOIYKTOB 0OMEHa, MOTPEOHOCTHIO B
MOMNOJHEHUU dHeprun. [Ipudem 1715t TOro 4TOOBI YETOBEK YyBCTBOBAJ CE0sl 3/J0POBBIM,
HEO0OXOIUMO HE TOJBKO PETYISPHOE MOCTYIUIEHUE B OPTaHU3M OIPEACICHHBIX
XUMHYECKUX BEIIECTB, HO U YETKasl PEryJisIius IpoLeccoB oOMeHa /ISl MoAIepKaHUs
ITOCTOSTHCTBA CPEJIbl: ONPEIECIICHHOW KOHIEHTPALUK caxapa, HaTpusl, KaJlblUs, KaJIus,
KUpa, BATAMHHOB U IIP. ITO BO3MOKHO TOJIBKO B TOM CIIy4ae, €CJIM KaX bl T€H «3HAET
CBOE MECTO» M UYETKO BBIIIOJIHAET «BO3JIOKEHHBIE» Ha HETO 00sI3aHHOCTH.

3aboseBaHusl, CBA3aHHBIE C HAPYIIEHUSMH I'€HOB, OJYYUIIM HA3BaHUE TE€HHbBIX
3a0oneBaHu. AHTTTUHCKHUM YUEHBIH
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["appon emnie B Hayasie XX B. BIIEPBBIC ONMKCANT BPOXKICHHBIC HApYIIICHUS 0OMEHa, OH
paccMaTpHBaNI X KaK «OIIMOKH IpHPOabD». M OBLIIO BRICKAa3aHO MPEITOI0KECHHE, YTO
9T OITMOKH BO3HHMKAIOT M3-32 BPOXKICHHOTO HEAOCTATKA MM OTCYTCTBUS KaKOTO-ITHOO0
(dbepMeHTa, YIaCTBYIOIIETO B CIIOXKHOM e OMOXMMHYECKUX MPEBPAICHUH B OpraHU3ME.
B mocnemyroiiemM 3T0 MpenoaoKeHUe HAIIO CBOE MOATBEPIKICHNE B THIIOTE3E
aMEpPUKaHCKMX YYeHBIX buma u TaTyma, cOrJIacHO KOTOPO# OJIMH T'€H «OTBEYACT) 32
onuH pepMeHT. CoBpeMEHHbIC OMOXMMHKH CYUTAIOT, YTO 0T KOHTPOJIEM TaK
HA3bIBACMBIX CTPYKTYPHBIX T€HOB HAXOIATCS IMOJTUIICTITH/IBI, BXOSAIIUE B COCTaB OCITKOB-
dbepmentoB. [loaToMy Gopmyna «oarH reH — OANH (pepMeHT» — ObUTa YTOYHEHA: «OJIUH
I'CH — OJIMH TTOJIUTICTITHTY.

KakoBa xe poiib (hepMeHTOB B paboTe ITOM CIOKHOM OMOXUMHUYECKOH 1abopaTopui,
KOTOPOH SBJISIETCS OpraHu3M uejoBeka? Poib epMEHTOB BEIMKA, OHH SIBIISIFOTCS
OMOJOTUYCCKUMHU PETYIIATOPAMH OCHOBHBIX ITPOIIECCOB KU3HEICATCIBHOCTH OpraHU3Ma:
CUHTE3a OCJIKOB M HYKJICMHOBBIX KUCJIOT, TIEpeIaun HACICACTBCHHBIX IPU3HAKOB, 0OMEHA
BEIIIECTB, POCTa U cTapeHus. Perymsius oOMeHa BEIIeCTB 3aK/II0YaeTCs B YCKOPSHUN WJTH
3aMeIJICHUN XHMHYECKOW peaKIMK, B HAMPABIICHUU €€, B IPEAYIPEIKICHUH
BO3HUKHOBEHUS MMOOOYHBIX, «HETIPEIYCMOTPEHHBIX» MPUPOI0H peakinii. Kak BuIHO,
poiib (hepMEHTOB B 0OMEHE BEIICCTB OYCHB BEJIUKA, U UMECHHO TI03TOMY B JJA0OPATOPHSIX
YUEHBIX HJIYyT HHTCHCUBHBIC HCCIICIOBAHUS 110 H3YUYCHUIO MX CBOMCTB U poJii. B
HACTOSIIIIEE BpEeMsI H3BECTHBI MHOTHE (DEPMEHTHI: OKCHIOPEIYKTA3bl, KAaTATU3UPYIONINE
OKHUCJIMTEIIbHO-BOCCTAHOBUTEIIBHBIC PEAKIINHN; TPAHCEPas3bl, MEPEHOCIIINE TPYIIITHI
aTOMOB C OJIHOTO BEIIECTBA Ha APYroe; TUAPOIa3bl, KaTATH3UPYIOIINE PacIleIICHIEe
O€NKOB, )KUPOB, JIUIOUI0B U TOJTUCAXapUI0B; JHa3bl, N30Mepasbl, Iura3sl u ap. Camoe
YIIUBUTEIBHOE COCTOUT B TOM, UTO THICSYU (DEPMEHTHBIX PEaKIUW, TPOUCXOISIIHNX B
OpraHU3Me 4YeJIOBeKa, He TOJIBKO TECHO B3aMMOCBSI3aHbI U B3aUMO3aBHCHMBI, HO H
MPOTEKAIOT CIIAXKEHHO U TIOCIIE0BATEIBHO. Y YCHBIC MTPHUIILIN K BBIBOY, YTO HET TAKUX
3a00J1€BaHM, KOTOpBIE TTPOTeKalu Obl 0€3 HapylIeHui oOMeHa, a, CJIeI0BaTeNIbHO, U 0e3
U3MCHCHUH ()ePMEHTATHBHOM JIEATCILHOCTH.

Korma MbI TOBOpUM 0 00JIE3HSAX T'€HOB, TO MBI, €CTECTBECHHO, ITOIpa3yMeBacM
BO3HUKHOBCHHUE MYyTAIlMK M H3MEHEHUE Pa3HOOOPa3HBIX CBOMCTB MOJIEKYIBL. B TOM
ciIyvae, eclid OHa M3MEHSET CBOM (hepMEHTATUBHBIC CBOMCTBA, TO HACTYIACT
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«Onoxumuyeckas katacTpoda» — HapyllleHHe 0OMEHa BEIIECTB.

J11st TOro 4TOOBI MPEACTAaBUTh XapaKTep MPOUCXOASIINX U3MEHEHUN B 0OMEHE BEIlECTB
IIpU FeHHBIX 00JIe3HSX, JaBaiiTe oOpaTuMcs K pocTtoit cxeme. [IpeacraBum cebde, uTo B
OpraHH3Me YCIIOBHOE BELIECTBO A B IIpoliecce 0OMeHa JI0JKHO NepeiTu B BeulecTBo b, a
BemecTBo b — B BemectBo B, BemectBo B — B BenectBo ' 1 1. 1. CxemMaTH4ECKH 3TO
BBITJISIAUT TaK:

| A—>h— B T -] urTa

HaMm n3BeCTHO, UTO XUMUYECKHE MPEBPAILEHUS BO3MOKHBI TOJIBKO B IPUCYTCTBUU
(epMEeHTOB-KaTaIM3aTOPOB, T. €. HA KXKJIOM dTare NpeBpalleHui J0HKHO OBITh y4acTHe
OTpeJIeICHHOr0 (PepMeHTa,

fepmedaT depmert bepment depment

\ ¥ ) ¥ HT. .
A —-b —-B S ]I

Ecnu ke mpou3soliuia reHHas MyTalusi 1 00yCJIOBIIEHHAs 3TUM HEJOCTATOYHOCTh UITU
MOJIHOE OTCYTCTBUE KaKOT0-IM00 hepMEeHTA, TO TPOUCXOUT HAPYLICHUE TPABUIHLHOTO
xoja onoxumudeckoi peakiuu. [lpencraBum, 4to «3a00sen» reH, KOHTPOIUPYIOIIUNA
ornpejeneHHbIN (DepPMEHT U Y4acTBYIOLIUHN B Mepexo/ie BeulecTBa A B BelecTBo b:

A—||——b——— B3 —I — /1

nUT. AO.

[Ipu 3TOM BO3HUKaET MeTaboanueckuil (0OMEHHbIN) OJIOK. ITO 3HAYUT, YTO BEIIECTBO
A He MoxeT nepeiiTi B BeulecTBO b u T. 1. B opranusme OyieT HakaninuBaThCS B
M30BITOYHBIX KOJMYECTBAX BEIIECTBO A M Pe3Ko yMeHbIIaThes BeulectBa A, B, ' u /1. B
KaKoH-TO Mepe KaracTpoa 0OMEHa MOKET ObITh IOCTABJIEHA B CPABHEHUE C
Je30praHusanuei Ha rooom npousBoactse. Hampumep, na gpadpuxy mno nepepaboTke
¢bpykTOB noctynaiot s1610ku. [Ipexae uem oHu npeBpatITCs B GPYKTOBBIE KOHCEPBBI,
OHHU JIOJKHBI POMTH pa3Hble 3Talbl TEXHOJIOTMYECKOTo mpoliecca. Eciu Ha KaK0oM 3Tare
paboTa MpoTEKAET CIAKEHHO, 0€3 3aJIep’KKH, TO HE HACTYIIAaeT 3aTOBapHUBaHUE HA CKIIAJaXx,
BOBpEMS BEIBO3UTCA rOTOBast nMpoaykius. Hapymenue purma paboThl, HanpuMmep, Ha
sTarne MOMKU GPYKTOB, HEU30EKHO MPUBOJIUT K CKOTICHHUIO
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MOCTOSIHHO MOCTYMNAIOMKUX (PYKTOB U YMEHBILIEHUIO TOTOBBIX KOHCEPBOB.

Tenepb MbI MOKEM C 3TUX MO3UIMN paCCMOTPETh KOHKPETHBIN MpUMeEp T€HHOTO
3a0oneBaHusl — (pepMeHTONATHH.

B Hacrosiiiee Bpems u3BecTHO yxe okoio 600 hopm HaciieICTBEeHHbIX (PepMEHTONATHH.
Tem He MeHee, ydeHbIe CUUTAIOT, YTO YK€ U3BECTHBIE HACIEACTBEHHbIE 00I€3HU — 3TO
TOJIBKO BEPIIMHA «T€HETUYECKOro aiicOepra», OCHOBHAas Macca KOTOPOro CKpbITa MO
BOJIOH.

Haubomnee n3BecTHbIM U U3yYEHHBIM SIBIsieTCS 3a001eBaHue (HEHUIKETOHYpUS UITU
cokpaienHo ®KVY. 3aboneBanue BriepBbie ObUIO onrcaHo B 1934 r. HOpBEXKCKUM BpayoM-
OonoxumMukoM OENIMHIOM M MHOT/IA JI0 CUX MOpP Ha3bIBAETCS €T0 UMEHEM — 00JIe3Hb
Oénnuura. M3BecTHO, 4TO 0 HAKAbI K DEUMHTY 00paTUiIcs 3a MOMOIIbIO Bpay-/1aHTHUCT,
MMEBILIUN ABYX J€TeH C 3aepKKoi pa3BuTHs. OTel] 3TUX JeTel, BUIUMO, ObLII OYEHB
HaOmoAaTeNnbHbIN YenoBek. OH 00paTui BHUMaHKE Ha HEOOBIYHBIN 3amax MOYH Yy JeTell u
MPEANOI0KUI, YTO OH 0O0YCIIOBIIEH MPUCYTCTBUEM KAaKOT'O-TO OINPEAEIIEHHOTO
XUMHYECKOTro BeniecTBa. MENTUHT, MPOBEAS COOTBETCTBYIOIIUN OMOXUMUYECKHUM aHAIN3,
MOATBEPIUII 3TO MPETOIOKEHUE, OOHAPYKUB B MOYE y JI€TEH NPUCYTCTBUE B OOJIBIIOM
KOJIMYECTBE (PEHUIMUPOBUHOTIPATHON KUCIOTHI. ITO XUMUYECKOE BEUIECTBO HE
O0OHApY)UBAJIOCh Y 3JI0POBBIX JI0JIeH, Y 00JbHBIX k¢ DKY 0HO BBISBIISIIOCH MTPU
noOasneHnu B Mouy peaktuBa FeCl; — KUAKOCTh OKpalInBaiach B 3eJICHbIN I[BET.
Opnnako OENTUHT B TO BpeMsi HE CMOT YCTAHOBUTH YPOBEHb META0OJINYECKOTO 0JIOKA, 3TO
OBLIO CEIaHO 3HAUUTENIBHO MO3/JHEE.

Oxkazanock, yto @PKY oTHOCHUTCS K HACJIEICTBEHHBIM HAPYIIEHUIM HE3aMEHUMOH (T. €.
He o0pa3yloueicsi B OpraHu3Me U OYeHb BaXKHOM JJIsl €ro KU3HEIEeITeIbHOCTH )
aMUHOKHUCHOTHI peHnnananuna (PA) u o0ycioBiaeHa BPOKIECHHBIM OTCYTCTBUEM (T€HHAs
MyTalus) pepMeHTa peHuIaTaHuHIUAPOKCHIIa3bl (puc. §).

O6men @A oyeHb BaXkeH JJI1 OpraHu3Ma, Tak Kak B IPOLECcce XUMUYECKUX
MpeBpallleHud 00pa3yroTcs Takue He0OOXOAUMBIE JIJIS )KU3HEAEATEILHOCTH BEIECTBA, KaK
tupo3ut, JODA unu 3,4-nuruapo-deHunaiaHut, HOpaJApEeHaIuH U aJipeHaIuH, MEJIaHHH.
OtcytcTBHE pepMeHTa PEeHMITATTAHUHTUAPOKCHUIIA3bl TPUBOIUT K META00IMUYECKOMY
0JI0Ky, B pe3yJbTaTe KOTOPOTO CjeBa OT 0J0Ka MPOUCXOIUT YBEIIMYEHUE KOHIIEHTPAI[UU
®A B KpoBH y O0JIBHOTO, a CIIpaBa OT 0J0Ka YMEHbIIEHNE KOHLIEHTPAlUU TUPO3HUHA,
JHO®DA, nHopaapenanuna,
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Puc. 8.

aJpeHaliuHa U MeJlaHuHa. Beicokas koHieHTpauuss @A, B CBOIO o4epean, IPUBOIUT K
BbIJIeTICHUIO ¢ MOuol DA 1 ero MeTaboUTOB ((PEHUIMUPOBIIIITPATHON KUCIIOTHI). Jlanee
BBISICHIJIOCH, UTO MHOTHE cUMIITOMBI @KV 00yCIOBIICHBI OMMCAHHBIMU OCOOCHHOCTIIMU
paccrpoiicTBa oOMeHa. Tak, yMcTBeHHast U (pU3UYECKasi OTCTAIOCTb, CYJOPOTH y JIETEH,
crpagaronux KV, cBsizaHbl ¢ TOKCUYECKUM BO3/IEMCTBUEM HA TOJIOBHOW MO3T
Ype3MEpPHOTo cojiepkaHus B KpoBu DA U ero MeTaboIMTOB, clladasi MUTMEHTAIUS KOXH,
CBETJIBIM IIBET BOJIOC U TOJIyOOM IBET IJIa3 — ¢ HapylIeHuEM 00pa30BaHMs TUTMEHTA
MeJIaHWHA U T. II.

Pazo0panHas HaMu cxemMa XUMHUYECKHUX IpeBpalenuii semectB A—-b—B—T'—/u .
7. TIOJIHOCTBIO IPUMEHUMA U K IPYroMy HaCJIEJACTBEHHOMY 3a00JIeBaHUIO: HAPYIIIEHUIO
oOMeHa BaKHOM ISl AKU3HEACATEILHOCTH OpraHu3Ma aMHUHOKHCIOTh — MeThoHuHA. [Ipu
BPOXJICHHOM OTCYTCTBUHU (DE€pMEHTA ITUCTATUOMUHCUHTETA3hl HAPYIIAETCS OOMEH
METHOHHUIIA ¥ BO3HUKAET TOMOIIMCTUHYPHUSI — 3a00JIeBaHKE, BIEPBhIC ONMKUCcaHHOE B 1962
T.

B pesynbrare HacieACTBEHHBIX HAPYIICHU 0OMEHA MTPOUCXOAUT yBEIUUCHUE
KOHIICHTPAIIMU METHOHUHA B KPOBHU U TMOSBJICHUE B MOUYE HEOOBIUHOTO JIJIsl 3J0POBOTO
YeJ0BEeKa XMMHUYECKOTO BEIIeCTBA TOMOILIMCTHHA.

He Bo3HUKaeT cCOMHEHUs, 4TO 3TO 3a00JIeBaHUE CYIIECTBOBAJIO U PaHbIIIE, HO
TPAKTOBAJIOCh MHAYE C YYETOM MMEBIIUXCA 3HAHUN U TOCIOACTBOBABIINX MPEACTABICHUN.
3abosieBaHue gajaeko He 0€300UIHOe, MEJICHHO MPOTPECCUPOBAIIO U MPUBOIUIIO K
TSIKEIIBIM TIOBPEKICHUSAM CKEJIETa, HEPBHOW CUCTEMBI U TJIA3.

Bcero 10 ner Hazaj ¢ mOMOIIbIO OMOXMMHUYECKON T€HETUKHU OBLIO BIIEPBHIC OMMCAHO
HaCJIeJICTBEHHOE 3a00JIeBaHNE TUCTUIMHEMUS, 00YCIOBIEHHOE OTCYTCTBUEM (hepMEeHTa
TMCTH1a3b]
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BCJIEJICTBHE TeHHOM MyTaruu. [Ipu aToMm 3a001€BaHUM OCHOBHBIMH CUMITTOMaMH
SBJISIFOTCSA U3MEHEHHSI HEPBHOM CUCTEMBI.

BceM xopoiiio U3BECTHO, YTO y AETEN paHHET0 BO3pacTa HEPEJIKO UMEETCS
HEMEPEHOCUMOCTh MATEPUHCKOTO MOJIOKA. BO3HHMKAIOT pBOTHI, pacCTpOUCTBA
NEATEIBbHOCTH KEIYJOYHO-KUIIIEYHOTO TPAKTA, MOTEPS B BECE U T. M. B mociienHue roabl
OBLIO YCTAHOBJICHO, YTO, TOMUMO MU3BECTHBIX IPUYHH, B PSAJIC CIy4aeB ITU COCTOSIHUS Y
JeTel MOTYT ObITh 00YCITOBJICHBI HACEICTBEHHOM HEMIEPEHOCUMOCTBIO YIIIEBOI0B
(J1akTO3BI, TAJIAKTO3BI U JIP.).

N3 a10ii rpynmel 3a0051eBaHUN BBIIEISETCS TSHKECThHIO MOBPEXKICHUH TalakTo3eMust. Y
pebeHKa BCKOpe TMOCe POXKIACHUS B KPOBU U MOYE PE3KO MOBBIIIACTCS KOHIIEHTPAIIUS
rajakTo3bl, YTO B KOPOTKOE BPEMsI IPUBOJIUT K MOPAKEHUIO NIEUEHHU, HEPBHOUW CUCTEMBI,
1J1a3 ¥ Mo4eK. BrISCHUIIOCH, UTO HAPYIIICHHUSI B 0OMEHE rajlakTo3bl HACTYIIAIOT B
pe3yabTaTe BPOKIACHHOI'O OTCYTCTBHS COOTBETCTBYIONIETO (DepMEHTAa.

[lepeuyens pepmenTONaTU HACIEACTBEHHON TPUPO/IbI, HACTYUBIINX B PE3YyJIbTATE
TE€HHBIX MYTaIlMii, MOT ObI OBITH MPOAOIKEH. Beab TONBKO HACIEACTBEHHBIX HAPYIICHUN
aMUHOKHCJIOTHOTO OOMeHa HacuuThIBaeTcs okoiio 60. Cpenu Hux, nomumo OKV,
TOMOIMCTUHYPHUU Y TUCTUAMHEMHUN MOKHO Ha3BaTh TaAKUE, KAK TUPO3UHO3, IIUCTUHO3,
6one3ns [NapTHena, cunapom Kuanma-KompoBepa, TUpUI0KCUH3aBUCUMBIE COCTOSIHHS,
00JIe3Hb C 3aMaxoM KJICHOBOTO CHPOIa MOYH, TJUIIUHEMUS, apTrUHUHSHTapHas
onuropeHust 1 MHOTHE JIPyTHE.

Cpenu Bpaueii 00NBIIMHCTBA IIMBUIIU30BAHHBIX CTPAH UHTEPEC K U3YyUECHUIO
HACJIEJICTBEHHBIX HAPYIICHUH OY€HB BEJIUK. DTO OOBSICHSAETCS TEM, YTO MPHU OOJIBIIMHCTBE
13 HUX TOYHO M3BECTHA MPUYMHA OOMEHHBIX PACCTPOUCTB U UMEETCSI peasibHAs
BO3MOKHOCTb, IPUMEHUB COOTBETCTBYIOIIHE JICUSOHbIE MEPOTIPUATHUS, IPEIYTIPEIUTh
TsDKEJbIe OcJIoKHEeHUs. Ha mpumepe 3Toi rpynmbl reHHbIX Ae()EKTOB CTAHOBUTCS
OYEBHUIHOU BCS HECOCTOATEIILHOCTh MECCUMUCTUYECKUX BO33PEHUM HA HEU3IIEUUMOCTh
HAacJIeICTBEHHBIX 3a00JICBaHU .
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POACTBEHHBIE bBPAKH

B BO3HUKHOBCHHWHU HACJIICACTBCHHBIX 3a00JIeBaHMM OOJIBIIIOE 3HAUCHUE npuaacTcsa

POJICTBEHHBIM Opakam, T. €. TAKUM OpayHbIM COI03aM, KOTJla y CYIPYrOB UMEETCS OJIUH
K OoJbllie 00IKX NpeaKoB. bblIo 1aBHO 3aMeUeHo, 4TO AETH OT 3TUX OPaKOB POASITCS
Oosee cinaObIMU, UTO MPOSIBISETCS B MOBBIIIEHHON 3a00J1€BA€MOCTH U CMEPTHOCTH.
[Ipryem HeOIaronpusTHHIE MOCIEACTBUS TEM BbIpayKEHHEE, YeM OJIMKe CTeNeHb POACTBA
ponureneil. Poib KpoBHOTO poACcTBa ObIBAET OCOOCHHO OYEBUAHON MPU U3YUECHUH
POJIOCIIOBHBIX JIeTE€l ¢ OTHOCUTEIBHO PEJKUMH HACIEICTBEHHBIMU 3a00ieBaHusIMU. Taxk,
yacToTa OpakoB MEX]y ABOIOPOIHBIMU OpaThsiMu U cecTpamu B EBporie u CeBepHoit
AmMepuKe cocTaBiiseT B cpeaHeM 1 %, a X JyacTtoTa Mpu TaKuX 3a00JIeBaHUAX, KaK
aTbOMHU3M, UXTHO3, MOXKET JocTUraTh 18—53%.

YacToTa poJCTBEHHBIX OpaKoB pa3iMyHa CPEAN HACEJICHUS Pa3HbIX CTPaH U paiiOHOB.
Tax, no nanHeM amepukanckoro renetuka Kypra llltepna, B bpazunuu, Huaepnangax,
IBennu u CIIA gacToTa 6pakoB MeXay ABOIOPOJIHBIMU OpaThIMH U CECTPaAMU
OTHOCHUTENIBHO HU3Ka U cocTasiseT oT 0,4 no 0,05%. OgHako B psne Ipyrux cTpaH OHa
BCE elle oueHb Benuka. Hanpumep, B nauu B ropogax ona cocrasisiet 12,9%, a B
celnbcKko MecTHOCTH —33,3%, B SInonun— 5,03 u 16,4% COOTBETCTBEHHO.

N3BecTHO, YTO 3aKII0YEHUIO KPOBHBIX OpakoB 0OBIYHO CIIOCOOCTBYIOT (PaKTOPbI
HKOHOMHYECKHUE, OBITOBBIC, IPABOBbIE, PEIUTUO3HbIE, Teorpaduueckue, ICTOPUUIECKUE U
Ap.

JItoqu maBHO OCO3HAIM Bpe POJCTBEHHBIX OPAKOB, U €lIe B APEBHOCTHU CYIIECTBOBAIU
3aKOHbI-3aIpeThl. B HacTos1Iee BpeMs B OOJIBIIMHCTBE CTpaH U palOHOB MUpa OObIuai
WJIM 3aKOH IIPSIMO MJIM KOCBEHHO 3arpeniaeT Opaku MEXy pOJICTBEHHUKAMHU.
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B ueMm xe ormacHOCTb pOJCTBEHHBIX OPAKOB JIJIS COCTOSTHUS 37]0POBbsI TOTOMCTBA?
[TpaBUIIbHBIN OTBET MOXKET OBITh MOTYUYCH, €CIIU 00PATUThCS K TeHeTHKe. CUuTaeTcs, 4To
KaKJIbIH YEJIOBEK SBIISIETCS HOCUTENIEM KaKUX-JTMO0O0 MAaTOJIOTHYECKUX I€HOB, T. €. Ha S3BIKE
T€HETUKOB KaXK/IbIi U3 HAC, Oyy4d 37J0POBBIM, SBJISIETCS F€TEPO3UTOTHHIM HOCUTEIIEM
OTIPEeICJICHHBIX BPeAHBIX FeHOB. Cpein pOACTBEHHUKOB OJHOW CEMbU UMEETCS MHOTO
OJIMHAKOBBIX T€HOB, T. €. OHU (XOTS U 37]0POBHI) SIBISIOTCS I€TEPO3UTOTHBIMU HOCUTEISIMHU
10 OJTHOMY I TOMY K€ MaTOJIOTHYECKOMY T'€HY, U II03TOMY P POJCTBEHHOM Opake
MOXET ITPOU30MTH BCTpeUa JBYX OJTHOTUITHBIX T€TEPO3UTOT U POXKICHHE peOCHKA-
TOMO3HIOTA.

Takum oOpa3om, poJCTBEHHbBIC OpaKku OMACHBI TEM, UTO IIPU HUX PE3KO BO3pACTAET
PHUCK COI03a JIByX HOCUTEJIEH OJTHOTO U TOTO K€ 3a00JIeBaHUs.

Hcropust cBUIECTENIBCTBYET O TOM, YTO B HEKOTOPBIX COIUANIBHBIX TPYITIax
POJICTBEHHBIE OpaKy BEKaMH MOOLIPSIUCH. Tak, IpEeBHUE ETUNTSIHE U UHKHU B MPaBSIITUX
JTUHACTUSIX, U30eras «3aCOpeHUs» IaPCKON KPOBH, MOOIIPSUTH OpaKu MEXIy POIHBIMU
Opatbsimu u cectpamu. Ha puc. 9 nmokazana cxema OpakoB MexAy OpaThIMH U CECTpaMu
cpeau mpeactaBuTeel BoceMHaanaToi auHactuu B Erunre (1580— 1350 rr. 1o H. 3.).

Cuutanoce, 4To pOJACTBEHHBIC OpaKH J1aKe MOJIE3HbI, YTO OHU MOT'YT, KaK Obl
CYMMHUPOBAThH OJIaroNpUSTHBIC MPU3HAKHK TPEAKOB. M3BECTHO, YTO B OTMIEIBHBIX CIIyUasiX
WHOPUAUHT (POACTBEHHBIC OpaKH) MPUBOJUT K POXKISHUIO BBIAAIOIIUXCS TUYHOCTEN. B
KadecTBe puMepa 00BIYHO TPUBOAUTCS 3HAMEHUTHINA XyH0KHUK Tyny3-JloTpek,
MIPOUCXOIMBIIHMI OT Opaka IBOIOPOIHOTO Opata u cecTpbl. OT POJICTBEHHOTO Opaka
poawuics Benukuil pycckuit nost A. C. IlymkuH.

OpxHako 4enoBe4YecTBO pacroiaraeT 0osee OOIIMPHBIMU CBEJICHUSMH O BpeJie
POJICTBEHHBIX OpaKoB JJIsI 3I0POBhs YesioBeka. Ha MHOTOYMCIIEHHBIX TPUMEpPaxX
POJICTBEHHBIX OpaKOB Cpeu KOPOJEBCKUX CEMEH MOKa3aHO X BpEHOE BIUSHUE T1a
notoMcTBO. B 1906 1. amepukanckuii uccienopatenb Agam Bysc onyoinkoBan
COJIUJIHYIO KHUTY O HaCJIeIOBAaHUU YMCTBEHHBIX CITOCOOHOCTEHN M MOPAJIbHBIX KaueCTB Y
kopouiert («Mental and moral heredity in royalty»). Im ipeacTaBiien anaim3
reHeaJoruueCcKuX IpeB KopojeBckoro qoma ["lanHoBepos, ['orennosmiepnos, Konse,
Bbyp6onos, ['abcOypros, OnbaeHOypros.

CoBepIlIeHHO €CTeCTBEHHO, YTO MHOTHE 3aKIIFOUCHHSI aMEPUKAHCKOT'O UCCIIe0BaTesl B
Halle BpeMsl 3By4aT HauBHO. MoskeT ObITh, eciiu Ol ByJic B TO BpeMs pacmoJiarai
COBPEMEHHBIMU
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3HaHUAMHU I'CHCTHUKHW U BO3ZMOXHOCTAMU MCIUIIMHBI, OH,
BCPOATHO, CMOT OBl BBIIBUTH UTO-TO 06Luee Y WICHOB 3THUX

ceMei, HarpuMep HapylieHuss oOMeHa BEIIECTB, U TeM I l

CcaMBIM OOBSICHUJI ObI TAKHE YaCThIC paCCTpOfICTBa Y HUX
HCpBHOﬁ CHUCTCMBEI.

B 5T0¥1 cBSI3U 1151 yuTATENSA MOXKET MIPEACTABIIATD
OIIPEEIICHHBII HHTEPEC POAOCIOBHAS TaK HAa3bIBAEMOU
«KOPOJIEBCKOH nmoppupun», onyoIMKoBaHHAs
CpaBHUTENIbHO HefaBHO — B 1968 1. [lopdupus otHOCHUTCS
K PEIKUM, HO TsDKEJIBIM HAaCJIeICTBEHHBIM 3a00JI€BaHUSIM C
PELECCUBHBIM TUIIOM Tnepenaun. B ocHoBe 6one3nu,

CUMTAIOT, JIEXUT MOBBIIEHHOE 00pa30BaHUE B OpraHU3MeE

anb(pa-aMIUHOJIEBYIMHOBOW KUCIOTHI, YTO COMPOBOXKIAETCS D:—.:{D
YCUJICHHBIM BblJIeJIEHHEM 0CO00r0 BEIeCTBA POACTBEHHLIA BPAK
nop¢oOMWIMHOreHa ¢ MOYO# (Moua 1BeTa MOPTBEITHA). Prc. 9

bonesns nposiBisieTcs He NOCTOSHHBIMHU, HO OYEHB |

CWJIbHBIMU OOJISIMH B JKMUBOTE U PACCTPOICTBAMU HEPBHOM

cuctembl. PojocioBHast «kopoiaeBCKor MOpPupHum» MOKa3bIBAET, YTO 3Ta OOJIE3Hb
nepeaBajiach 1Mo HacliencTBy B nuHacTusix CtioapToB, ['eopros (I'aHHOBEpCKHUiA 10M) U
["orennosnepnoB. Boicka3zpIiBaeTCsl MPEANOI0KEHUE, YTO ATUM TsHKENIBIM 3a00JIeBaHUEM
MO>XHO OOBSICHUTH HEKOTOPbIe Oe3yMHble mocTynku Mapuu Ctroapt, xkecTokocTh MakoBa
I u Naxosa II, cymacmecrsue ['eopra Il u I'eopra IV u npyrux moHapxos.

W3BecTHbIM coBeTckuil renetuk B. I1. DponMcoH 00bICHSIET 3Ty MOPaKaeMOCTh
KOPOJIEBCKUX TMHACTUI HACIEACTBEHHBIMU HEAYTaMH HE TOJBKO POACTBEHHBIMU
Opakamu, HO U OTCYTCTBUEM €CTECTBEHHOI'0 OTOOpa.

CyniecTBeHHYO POJIb B IOJIEPKAHUH OTHOCUTEIBHO BBICOKOW YaCTOThHI POJACTBEHHBIX
OpakoB UrparOT Pa3IMYHbIC HAIMOHAJIbHBIE, PEIUTHO3HBIEC, TEPPUTOPUATIBHBIE U MHBIE
(bakTopsl M30UUU. B CBSI3U ¢ ATUM M3ydeHHE COCTOSTHUS 3/10POBbsI HACEIICHUS,
MPOXKUBAIOIIETO B U30JISITAX, IPUBJIEKIO K ce0e BHUMAHUE T€HETUKOB.

K u3onstaM 0THOCATCS rpyNIbl HACEIEHUS, KOTOPHIE B CHIIY Pa3HbBIX YCIOBHI
(reorpaduueckux, peIMruo3HbIX, COLIMATBHBIX, HCTOPUUYECKUX U JIP.) BEAYT
000coOneHHbIH 00pa3 ku3Hu. M3-3a ManouncneHHOCTH HACENIEHUs B 3TUX Tpynnax
ObIBaeT
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OYEHb TPYJHO HANTH >KEHHXa WM HEBECTY, U OpaKHu 3aKJII0YalOTCs TJIaBHBIM 00pa3oM
BHYTPH 3TOr0 HEOObIIOro coodiiectsa. [1ogo0HbIe H30JIATHI HE PEIKOCTh, OHH JI0 CUX
IOp CYHIECTBYIOT BO MHOTHX CTpaHax Mupa. Hamie oHM BO3HHUKAIOT B yciI0BUAX KpaliHero
Cesepa B BHJIe HEOOJIBIINX OTOPBAHHBIX APYT OT Apyra 0€310p0KbEM MOCEICHUIA UK Ha
I0T€, B TOPHOU WJIM IIYCTBIHHOW MECTHOCTH.

B Hacrosiiiee Bpems B paMKax MEXIyHapOJIHON OMOJIOTHYECKON IPOrpaMMbl BO
MHOTHX CTpPaHaX y4€HbIE MPOBOAST COBMECTHBIE UCCIEAOBAHUS OHOIOTUYECKUX
0COOEHHOCTEH pa3HbIX ATHUYECKUX TPYNI U U30JTOB: B FOxHOI Amepuke, Ha biamkHem
Bocroke, Ha ["aBalickux 1 COlIOMOHOBBIX OCTPOBAX, Y 3CKUMOCOB ['peHnanauu, AJSCKU.

N3ossiTaMu TakKe SABIISIFOTCS PA3IMYHBIE COLUAIBHO-3KOHOMUYECKHUE UIIA PACOBBIE
CJIOM B MHOTOJIIOJIHBIX TOPOJIax, BCIOAY, TJe TPYIIa JI0ed, BXOIA1as B COCTaB 0ojiee
OOLIMPHOIO HACENEHUs, UMEET CKIIOHHOCTD 3aKJII0YaTh OpaKH JIMIIb C JIFOJAbMHU CBOETO
«Kpyray, 1 3TO IPOJOJKAETCS B TEUEHUE MHOTUX MOKoJIeHn. Hanpumep, eBpeickue
ob6munbl B AHrnuu u OPT, crapooOpsubl, nnaeins B CHIA.

Kak MBI y2ke 0OTMeUaiy, XapakKTepHBIM CBOMCTBOM M30JISTOB SIBISETCS BBICOKAsl YaCTOTA
POJICTBEHHBIX OpaKoB, WM UHOpUIUHT. B H3051TaX KONMYECTBO HOCUTEIIEH 110 OJTHOMY
«BPETHOMY» T€HY MOXKET ocTUraTh 0osee 60%, a mMpy HATMYUU YACTHIX POACTBEHHBIX
OpaKoOB CTAaHOBUTCS OYEHb BBICOKMM PUCK «BBIIIEIUICHHUSI TOMO3UTOTOBY, T. €. IOSIBJICHUS
OOJIBHBIX C HACJIEICTBEHHBIMU Je(heKTaMHu. ITO HE TEOPETUUECKHUE BBIKJIAJIKH, 3TO
XOPOILIO U3BECTHBIE (hAKTBHI.

B Januu, HBeuun, lseitnapuu, Anonnu, @panHuuu 1 Apyrux cTpaHax o0cae0BaHue
Pa3IUYHBIX U30JIATOB MMO3BOJUIIO OOHAPYKUTH HOBBIE, paHEe HE U3BECTHBIE PELIECCUBHbBIC
MyTaluy y yenoBeka. OKa3anoch, 4TO JJI1 HACEIEHUS KaXKI0T0 U30J15ATa XapaKTEPHbI U
CBOHU HACJIEACTBEHHbIE AaHOMAJIUU.

Takum 00pa3oM, reHeTHKa MOKa3bIBAET HE TOJIBKO COLMAIBHBIN Bpel KACTOBOCTH,
CEKTaHTCTBA, IIOBUHU3MA, HO U HENIOCPEACTBEHHYIO YIPO3y UX Ul 310POBbsS UEJIOBEKA.
DOKOHOMUYECKUN MPOTPECC, YIAYUIIEHUE CPEICTB COOOIEHNUS, TOBBIILICHNE
0J1aroCOCTOSIHUS U KYJIbTYPbl, CAHUTAPHO-TUTUEHUYECKUX 3HAHUN IPUBEIH K HEU30EKHOM
JIOMKE U30JISTOB. Y CUJIMBIIUICS MPOLIECC MUTPALIMU U ypOaHU3aLIMKU HACENEHUS TPUBOJAUT
K 3HQUUTEJIbHOMY CHIKEHHIO (PaKTOPOB M3O0JIALIMHM U YACTOTHI POJCTBEHHBIX OpaKoB.
VY4yeHble yTBEPKIAIOT, YTO MOCTOSIHHO YBEIUYMBAETCS YUCIIO CMEUIaHHBIX OpaKOB, U 3TO
CHU)KAET YaCTOTY HACJIEJICTBEHHBIX 3a00JI€BaHUIA.



TAMHOE
CTAHOBHUTCH
SIBHBIM

qI/ITaTeJIB, BHUIUMO, O6paTI/IJI BHHMAaHHE Ha HEOOBIYHOCTh Ha3BaHUI MHOTHX

HaCJIeJICTBEHHBIX 3a00JIeBaHUH, U MOXKHO OBITh YBEPEHHBIM, UTO OOJBITUHCTBO U3 HUX OH
HE 3HaJ paHbllie. ITO HE YAUBUTEILHO. biaromaps nporpeccy B 00JaCTH XUMUU
MOSIBUJIUCH PEAIbHBIC BO3MOXXHOCTH MTPOBOJAUTH CIOKHBIE, TOPOM YHUKATIbHBIE
HCCIIEIOBAHUSI M CPE/IM, Ka3aJI0Ch ObI, YK€ XOPOIIIO U3BECTHBIX 3a00JIeBaHUH, BBISBIISThH
HOBBIE, paHee Hen3BecTHhIE (hopMbl. B mocnenue qecaTriieTs ouTH KaXK bl ToJ1
oOHapy»xuBaeTcst okoJjio 10 HOBBIX JOpM HacCIEACTBEHHOM MATOIOTHH.

XO0Tenock, 4TO0bI y YUTATENsl HE CO3AJIOCh BIICYATIICHUS, YTO HACJICICTBEHHBIE
3a00JIeBaHMs OUYE€HB YaCcTO BCTpeuaroTcs y yesnoBeka. Her! Kaxknas otnenbnas opma
3a00JeBaHMs OBIBAET OTHOCUTENBHO pelikoil. Barmsuute Ha 1udphl: yacToTa 60JI€3HU
Hayna — 1:1000 noBopoxkaenubix; ®KY— 1:10 000; romoructunypuu — 1:27 000;
ructuguaemMun — 1:12 000; ramakrcezemun — ot 1:18 000 go 1:230 000, 605e3Hb €
3anaxom KieHoBoro cupona moud — 1:200 000 u T. 1.

Taxum oOpazom, Kaxaoe OTJeIbHOE 3a00JI€BaHIE BCTPEYALTCS PEIKO, HO B 1IEJIOM OHU
MOT'YT COCTaBJISITh 3HAUUTEIIbHBIN MPOIEHT MaTOJOTHUH.

OuyeHb BaXXHO HE BNAJATh B KPAaHOCTHU. Y HEKOTOPBIX JIIOJICH, /Tayke Bpaueid, HepeaIKo
MMeeTCs TIpeACTaBIeHNE, YTO HACJIEICTBEHHbBIE 3a00JIeBaHUS — 3TO TPyObIe MOPOKU
pa3BuTHUA U ypojicTBa. Jla, B psje CiiydaeB MOPOKU Pa3BUTHUS MOTYT OBITh CBSI3aHBI C
aHomasnuei xpomocoM. OJTHAKO HACIEACTBEHHbIE Ne(DEKThI MOTYT IMPOSIBISATHCS U B TAKUX
0e300uIHbIX (popMax, KaK MIECTUIIATIOCTh, CPOCIIHMECS TableBble PanmaHTrH, ceaas npsiab
BOJIOC, KOXKHBIC JICTIMTMEHTAIIMU, U B IPYTUX, HE MPUBOJIAIINUX K HAPYIICHUSIM COCTOSTHUS
3JI0POBBSI.

OdeHb CYIIECTBEHHO, YTO MPU OOJIBITMHCTBE HACIEACTBEHHBIX HAPYIIIEHU oOMeHa
TSDKEJIbIE TTIOBPEKACHUS HEPBHOU CHCTEMBI,
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KOCTEH CKeJieTa, TJ1a3 U APYTruX OpraHoB MPOUCXOIUT BTOPUYHO, T. €. peOCHOK
MpuoOpeTaeT uxX MOCTEINEHHO B MPOIIECCE MEPBLIX MECSIICB WIH JIET KU3HHU.
CrnenmoBatenbHO, paHHsSI TMATHOCTUKA ATUX 3a00JI€BaHU OOMEHA JI0KHA OBITh 3aJI0TOM
YCHEIIHOTO JICYCHUS U NMPETYNPEKIACHUS TSHKEIBIX MOCIeACTBUM 00e3Hu. [la, aro Tak.
OpnHako Ha MYTHU PAHHETO BBISBJIICHUS HACJIECTBEHHBIX 00JIe3HEH 0OMEHa UMEIOTCS
npensatcTBus. OHM 3aKJIFOYAIOTCS B TOM, UTO HAcCJIeICTBEHHBIC 3a00JIeBaHUs OOMEHa
OYCHb KOBApPHBI ¥ 4aCTO KakK Obl HE UMEIOT CBOETO JIUIIA, OHU MAaCKUPYIOTCS TIOJI XOPOIIIO
M3BECTHYIO BpauyaM HEHACJICACTBEHHYIO MMATOJIOTHIO. B CBSI3M ¢ UeM BO3HHMKAET peasibHas
MPEANOChUIKA JJIs HENMPABWIBHOM WM MTO3HEN JUATHOCTUKHU. Tak, HanmpuMmep, yxe
W3BECTHAS YUTATENIO (DEHWIKETOHYPUSI MACKUPYETCsI TI0JT YMCTBEHHYIO OTCTaIOCTh
JPYroro TreHe3a WK MOCIeICTBUE POJOBOM TPaBMbI, U HCTUHHBIN TUArHO3 MOXKET OBITh
MOCTaBJIEH TOJIBKO IMOCJE CIENUATIbLHOTO JIA0OpaTOPHOTo 00CIe0BaHUs peOeHKa U
OoOHapy»XeHHUs BBICOKOM KOHIIEHTpaluy (GeHWIaJaHuHA U TIOSIBJICHUS
(heHWIMUPOBUHOTPAAHON KUCIOThL. OTHAKO TeNephb, KOrJa MHOTHE Bpayl CMOTJIN
HaOJII0JaTh U JICUNUTH JIETEH ¢ 3TUM 3a00JIeBaHUEM, OHHU 3HAIOT, uTOo AeTH ¢ DKV nmeror u
CBOM BHEIIIHKE OCOOEHHOCTU: OJIOHAUHBI C O€JIOH, C1a00 MUTMEHTUPOBAHHOMN KOXKEN U
roJiyObIMH TJIa3aMHU.

TOHKO MacKupyeTcs MoJI XPOHUYECKOE BOCIIAIIEHUE JIETKUX HACJIEACTBEHHOE
3a00JeBaHNe, OJyYUBIIIEe Ha3BaHUE KUCTOPHOPO3 MOKETYI0YHOM KEJIe3bl, WIH
MYKOBHUCHHUI03. B 3TOM cilyyae AuarHo3 OCHOBBIBAETCS TOJIBKO HA PE3YJIbTATaAX
CIIEUAJIbHBIX JJAOOPATOPHBIX UCCIACTOBAHUN — W3YYEHUH JICKTPOJIUTOB B IOTE U JIP.

Bce xopomo 3Har0T 0 NpOSIBIICHUSIX paxXUTa y AETEU, CBI3aHHOTO C HEIOCTATOYHOCTHIO
BUTaMHuHa D. B Harelt ctpane BceM JETSIM MPOBOAUTCS NMPOPUIAKTHICCKUN KyPC JICUCHUS
BUTAMHUHOM D JIJIs IPEYyNPEKICHHS 3TOoro 3aboaeBanus. OHAKO ajeKo HE BCEM
W3BECTHO, YTO OBIBAIOT TaKHUE CJIy4yau, Korja oOHapyKeHHBIX! BpauoM y peOCHKa paxuT He
MO/aeTCsl OOBIYHOMY JICUCHHIO BUTAMUHOM . Y TaKuUX JETeH MPOUCXOIAT IpyObie
WCKPUBJICHUS KOHEYHOCTEH U JPyrue pacCTporCTBa. 31€Ch MOKET UATH PE€UYb HE O PAXHUTE,
a MacCKUPYIOIIUXCS TOJI paXUT HACIECTBEHHBIX 3a00JIeBaHUAX, TTOJYYUBIINX HA3BAaHUE
paxuTono00HbIX. VX BBISIBICHUE — JI€I0 CIIOKHOE U TPeOyeT CeIuaibHOTO U
TPYJAOEMKOTO 00CJIeI0BaHUS.

[lepen yuensiMu Obli1a TOCTaBJIEHA 3a7a4a — pa3padoTaTh METO/Abl paHHEH
JTMAarHOCTUKU HACJICICTBEHHBIX 3a0oneBanuil. [Ipu pemenun stoit 3agaun ObLIH
OTOBOPEHBI U OTpe/IeJICHHbIE TPeOOBaHN,
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coOJII0ICHUE KOTOPBIX OBLIO 00sI3aTEIIbHBIM.

Kaxkue xe 3T0 TpeboBanus?

[Ipexxae Bcero, METOIbI TUArHOCTUKH JOJKHBI OBITh paCCUMTAaHBI HA HOBOPOXKICHHBIX
U JIeTell paHHEero BO3pacTa, T. €. JUarHo3 HACJIeICTBEHHOW 0O0JIe3HU JOKEH OBITh
MOCTaBJICH B TIEPBbIC THU )KU3HU pPEOCHKA.

MeTob! JOMHKHBI 00J1a/1aTh TOCTATOYHO BBHICOKOH CTETIEHBI0 TOYHOCTH U
OOHapyXHMBaTh JJaXKe HETPyOble HApYIIEHUs OOMEHA BEIIECTB.

MeTob1 JOKHBI OBITH MPOCTHI B CBOEM IPUMEHEHUHU U HAIIEJICHBI HA MacCOBBIC
o0cJIe10BaHuS.

MeTob1 TOHKHBI OBITh IEMIEBBIMU U OBICTPO BBHITTOJTHUMBIMH.

OTH TpebOBaHNUS MOKA3bIBAIOT, YTO HCCIIEI0BATENb Cpa3y JKe ObUT MOCTABIICH B KECTKHE
paMKu OyayIie reHeTHIECKON MPOrpaMMBbl, TTPH KOTOPO SIKOHOMHUYECKasi CTOPOHA /e
uMela HeMaJoBaXHOE 3HaueHue. Benb peub 1uia o CoO3JaHIuH CUCTEMBI MacCOBOTO
o0ceToBaHMsl IETCKOTO HaceleHus, OONbIas 4acTh KOTOPOTO 310pOBa, & TEHETHUECKUE
HApPYIICHUS COCTABIISIOT JIUIIb MATYIO YacTh. TOJIBKO TaKOE PEIICHNE MOKHO OBLIO
CUUTATh SKOHOMHUYECKH BBHITOJTHBIM U I1€JIECO00Pa3HBIM.

KTo xe Mor pemuTh Takyto CI0XKHYI0 3a1auy? EcTecTBeHHO, pedb ITa O CIeHaInucTax
B 00JaCTH MEUITMHCKOW OMOXIMHH.

Bb110 M3BECTHO, YTO MPH PA3IMYHBIX HAPYIICHUSX OOMEHA B OpraHN3Me YeJI0BEeKa
MPOUCXOJNT YBEIMUCHNE KOHIICHTPAIIMH TEX WM MHBIX BEHIECTB (ITPOTYKTOB OOMEHA).
OOBIYHO MX YBEIMYCHHOE COJIepKaHue OOHAPYKUBAeTCS B KpOBU. M TONBKO MpH OYEHb
BBICOKHX KOHIICHTPAIIUIX, KOT/Ia TOYKH HE CTIPABIISAIOTCS C pabOTOH Mo 00paTHOMY
BCACBIBAHHIO 3TUX BEIECTB, OHU BBIJICTISIOTCS C MOYOIA, T. €. B MOUE YeJIOBEKa
MOSIBJIIFOTCSI HE CBOMCTBEHHBIE /IS HOPMAJIBHOTO COCTOSTHASI XUMUYECKHE BEIECTBA.
WMHorma npucyTCTBUE ITHX BEIIECTB MPHIaeT MOUe CBOCOOpa3HbIi 3anax. Tak, Hampumep,
MIPH HACJIEICTBEHHOM 3a00JIeBaHNH 0OMEHa aMUHOKHUCIIOTHI (peHIIIaJJaHMHA MOYa MaxHeT
TUIECEHBIO0, a TIPU APYTrOM HACIIEACTBEHHOM 3a00JIeBAaHUN — JICHITMHO3€ — KJIIEHOBBIM
CHPOTIOM WJIH CBEKEUCTICUCHHBIM PIKaHBIM XJIEO0M.

Hcxomst 13 3TOTO, HCCIIEAOBATENN MPHUIILUTH K BBIBOAY, YTO HAOOJIee IPOCTHIM U
yI0OHBIM 0OBEKTOM U3YUCHHUS JUTsI BHISIBICHUS OOJBHBIX C HACIIEICTBEHHBIMU
HapyUIEHUSIMU 0OMEHa MOKET OBITh MOYa OOJIBHOTO.
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Jlanee Oblia npeasioxkeHa cucteMa OMOXUMHUYECKUX MO0 JUIsi OOHAPYKEHUSI B MOYE TEX
WJIM UHBIX XMMUYECKUX BEIIECTB. B mocueayromeM oHa nojryyusia Ha3BaHue CKPUHUHT -
IPOrpaMmbl (OT aHIJIMMCKOTO CI0BAa «CKPUHUHIY» — MpocenBanue). [IpakTudyecku aro
BBITJIS1E10 Tak. B Onoxumudeckoil 1abopatopuu UMENCs CrieluaabHO MPUTOTOBICHHBIH
Ha0Op PeaKkTUBOB, KOTOPHIE B BUJE Kareb J0OABISIUCH B CEPUI0 TPOOUPOK C MOYOI
6onpHOTrO0. Ecniu peOeHOK Uitu B3pOCIIbIi YeJIOBEK HE UMEN HapylleHui oOMeHa,
no0aBjieHrEe TOTO WJIM UHOTO PeaKkTUBa HE 'M3MEHsII0 00BIYHOrO 11BeTa Moun. Ho B Tex
ClIydasiX, Korja peysb 1uia 00 u3MeHEeHUsIX 0OMeHa, Karisd peakThBa MEHsUIA LIBET, U
KHUJIKOCTh CTAHOBHJIACH O€JI0M U MyTHOM, €1a00 MM SIPKO-3€JIEHON, TEMHO-CUHEN HUITU
KpacHoH. MI3MeHeHue 11BeTa rOBOPUIIO O TOM, YTO B MOUYE IIPUCYTCTBYET OINPEIEIEHHOE
XUMHUYECKOE BELIECTBO.

[IpennoxkenHass MeTo/IMKa ObUIa HACTOJIBKO MPOCTa U Y00HA B UCTIOTHEHUH, UYTO
BCKOpE €10 CTaJIM IIUPOKO MOJIb30BaThCs. /{151 HOBOPOKIEHHBIX OBLT Jake MPEIOKEH
MPOCTOI ¥ OPUTHHAIIBHBIA METO/I, HEe TPEOYIOIUN TPYJ0EMKOH pabOThI IO COOPY MOYH.
Ha MOKpyI0 neneHKy HOBOPOKIEHHOTO HAHOCUIJIOCh HECKOJIBKO Karenb peaktua PeCl; u
IO MOSBJICHUIO 3€JI€HOTO MATHA CTaBWIIM TUarHo3 ¢peHuiIkeTronypuu. Takas cucrema
HIMPOKO NPUMEHSIACh B AHIJINH.

OpHako OMOXMMUKU HE YCTIOKOMJIUCH HA JOCTUTHYTOM U MOCTOSIHHO paboTanu Hajl
MoAu(UKaLKe 3Toro Mmeto1a. BMecTo my3bIpbKOB C peakTUBaMU OHU BCKOPE
MPEAJIOKUIIN TaK Ha3biBaeMble OyMa)kHbIE TECThl. B MOuy omyckanack NpUroTOBIICHHAS
(babGpuuHbIM CIOCOOOM Y3Kasi MOJIOCKa Oymaru, MpornuTaHHas TEMH K€ XUMUYECKUMU
peakTUBaMU, U 10 U3MEHEHUIO [[BETA ATOM OyMaXkKu CYJIUIIU O MPUCYTCTBUU B MOUE
HEOOBIYHBIX XUMHUYECKHUX BEILIECTB: caxapa U KETOHOBBIX Tell (UTO XapaKTepHO s
caxapHoro auabera), GeHUINUPO-BUHOTPATHON KUCHAOTHI (4TO XapaktepHo 11 OKY) u
1p. bymMa)xHbI€ TECTHI CTaIN U3rOTOBIISTH IPOMBIIUICHHBIM IyTEM B AHIJIMU
(dbenuctuxc), B I'IP (6uodan), B CCCP u B npyrux crpaHax.

Kazanoce 01, 3a1a4a, mocTaBieHHas nepe]; OMOXUMUKaMH, OblIa YCIIEIIHO PElIeHA.
IIpu 3TOM yanock BBITOIHUTH Bce ycioBUs. OQHAKO KOra MpOILIN IIEPBbIE BOCTOPTH,
CBSI3aHHBIE C TAKUM MPOCTHIM pEIIeHUEM, U ObUTH MOBECHBI MIEPBHIE PE3YIbTAThI
MCCJIeI0BAHMM, CTATIN OYEBUIHBIMHU U HEJTOCTATKU MPEAJIOKEHHON OMOXUMHUYECKON
IIPOTrPaMMBl.

[Ipexxne Bcero, oOHapyXKUBaeMble HapyIIeHUs 0OMEHa J1ajieKo He Bcernaa Obuin
00yCIJIOBIIEHBI T€HETUYECKUMH JIe(heKTaMu.
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3HAUUTEIBHO Yalle peyb IJIa 0 BPeMEHHBIX WM XPOHUYECKHUX 3a00JIEBaHUSAX MOYEK.
Kpome Toro, HeKoTopble OMOXUMUYECKHE TECTHI AaBaIl OJUHAKOBBIE PEaKIMU
(V3MEeHeHue 1IBeTa) Ha MPUCYTCTBUE PA3HOOOPA3HBIX XUMHUYECKHUX BEIIECTB.

Hayvanuch HOBbIE TOMCKH, B OCHOBY KOTOPBIX ObUI MOJOXKEH TOT (PaKT, 4TO MpH
HACJIeICTBEHHBIX HApYIIEHUSX OOMEHa BEIECTB B MEPBYIO OUEPEb IPOUCXOIUT
MOBBIILIEHNE KOHLIEHTPALIUU OTJIEIbHBIX XUMUYECKUX BEIIECTB B KPOBH, CJIE€IOBATEIBHO,
00BEKTOM HCCJIEeI0BAHUS JIyUIlle BCETrO BHIOPATh KPOBB, TAK KaK MPU 3TOM YIAETCs cpa3y
K€ UCKIIIOUUTH O0JIE3HU MOYEK. 3a7aua IBHO YCIOKHUIIACh, U, Ka3aJI0Ch, ISl CE PEILICHUS
MOHa00UTCs AyuTeabHoe BpeMsi. Ho nHTepec K KIMHUYEeCKO reHeTUKe ObLT TaK BEIUK, a
HEO0OXOIUMOCTh OTKPBITUI TaK HEOJ0JIMMA, YTO BCKOPE MOSBUJICS METO/I, MOJTYYUBIINN
IIMPOKOE PACIPOCTPaHEHHUE U ITPU3HAHMUE.
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IICJIOBCK IMPUBBIKACT C ACTCTBA, YTO B BOBHUKHOBCHHUH A MHOTHUX 00JIE3HEH BUHOBATHI

MUKpoOBbI. U BOpyr — MukpoO Ha ciyx0e 310poBbs. Takas i yk 3T0 ceHcalusa? A pa3se
YeJIOBEK HE 3aCTaBUJI OAKTEpUH U BUPYCHI pab0TaTh B OXpaHe ero 310poBbsi? Beromuute
MPUBUBKH MPOTUB OCIBI, XOJEPHI, KOPH, MOTUOMUENUTA U ApyTrux uHekuit. Beas npu
ATOM TaKXX€ UCTIONB3YIOTCS BO30YIUTENH 00I€3HHU, TOJIBKO B OCIA0JIEHHOM BapHaHTe.
[Touemy OBl HE 3aCTaBUTH «pabOTATh» Ha YEOBEKA U APYTUX MUKPOOOB. W 3acTaBuim.
AMepUKaHCKUM y4eHbIM ["aTpu ObLI IPEITI0KEH HOBBII METOJ AMAarHOCTUKH HEKOTOPBIX
HaCJIeICTBEHHBIX HapylIeH oOMeHa BemlecTB. IM ObUTH UCTIOJIB30BaHBI KUBbIE
MUKPOOPTraHU3Mbl — MUKPOOBI, KOTOpPbIE MPUHECITU CTOJIBKO O€]] 4YeTOBEYECTBY B BUJIE
TSDKEINBIX MHPEKITMOHHBIX 00s1e3He. MUKpoOBI OBLITM MOCTaBJICHBI Ha CITYXK0Y MO OXpaHe
310pOBbs Jtojiel. X ocHOBHAs 3a/1aua CBOMIACH K POJIM IETEKTUBOB, KOTJIa CPEIH
TBHICSIYM 37I0POBBIX JIFOEH UM HYKHO ObUIO HAWTH oJHOTO OoabHOr0. HayuHas 3amaua
ObL1a pemeHa ['aTpu U3SIIHO U TOHKO. DTOT METO/]I MOHAaYany ObUT MPEIOKEH AJIs
BbIsiBIIEHUs O0sibHBIX ¢ DKV, a 3aTem amantupoBaH M s BBISIBICHUS JPYTHX
HaCJIeJICTBEHHBIX HapylieHuit ooMeHa. [lonocku GpunbTpoBaibHOM Oymaru
MPOIUTHIBAIOTCS] HECKOJIBKUMU KAIUIIMU KPOBH, U TIOCJIE CIIEUaIbHON 00padoTKu
KpPOBSIHbIE TMCKHU TIOMEIAIOT Ha CIIELMAIIBHYIO CPEAY, COIEPKAIILYIO IITAMMbI OAKTEpUiA.

MukpoOHOIOTHYECKUN CKPUHUHT CTaJl UCTIOJIb30BaThCS HE TOJIBKO B AMEPHKE, HO U B
Anrnun, @panuuu, I'JIP, [Toasme u CCCP.

B Hacrosimee Bpems meton ['atpu ucnonb3yercst 50 KpynHbIMU 1a00paTopusiMu
3apyOeKHBIX CTpaH JJII MAaCCOBOI0 00CIIeJOBaHUSI HOBOPOXK/ICHHBIX. TaK, Harpumep,
ATUM METOJIOM yKe 00cejoBaHO Ha (DeHUIIKETOHYpHIO O6oJee 13 MIH. HOBOPOXKACHHBIX
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u BeIgBIIeHO 1186 nerei ¢ 3TuM 3aboieBanneM, uto coctasisgeT 1:11500.

[IpeumyiecTBa MeToaa ObLIIM HECOMHEHHBI, HO IIMPOKOE BHEIPEHHUE €r0 B MPAKTUKY
3/IpaBOOXPAHEHUS CACPKUBATIOCH HEOOXOIUMOCTBIO MPUOOPETEHUS TOPOTOCTOSIINX
UMIIOPTHBIX peakTuBOB (B-2-Tnenunananuy u 1p.). Ho okazanoch, 4To 0€3BBIXOIHBIX
nosioxkeHuit He O6biBaeT. B UncTtutyTe 0611e# renetnkn AH CCCP npodeccop . M.
TlNonbadap6 u ero corpyaHuKH pa3padboTaiy CBOW METOJ, OCHOBAHHBIN Ha MCIIOJIb30BaHUU
MUKPOOHBIX mTamMMoB kuiieuHou nmanouku (E. Coli K-12), motepsiBminx B pe3yyibrare
HaIpaBJICHHOW MyTallui CIOCOOHOCTh K CAMOCTOATENIbHOMY CHHTE3Y TE€X WJIM UHBIX
OpraHMYeCKUX BEIIECTB, B YACTHOCTH aMUHOKHUCIIOT U yIiIeBOAOB. Takue MyTaHTHBIE
HITAMMBbl T€HETUKAMH Ha3bIBAIOTCA ayKcoTpodHbIMU. VX pOCT Ha cpesie CTaHOBUTCS
BO3MOXHBIM TOJBKO IIPU HATMYUH 100aBOYHOTO MUTaHusA. OUeHb BaKHBIM SIBUJIOCH TO,
YTO MUKPOOBI ITPU pa3MHOKEHUH MOTJIA CTOMKO COXpaHsITh CBOM cBoicTBa. [locTosHHBIN
KOHTPOJIb 32 COCTOSIHHEM «3/I0POBBSI» 3TUX MUKPOOOB 0OecrieunBall BHICOKUN YPOBEHb
TOYHOCTH UX paboTbl. OHAKO JJIs1 UCIIOJIB30BAHUS ATOTO METOJAa B MEUIIMHE
TpeOoBaach onpeeaeHHas €ro «10BOJAKaY.

[Ipexxne Bcero, CTaBUJIUCh TaKHE YCIOBUS:

1) xomMuecTBO KPOBHU, HEOOXOAUMOE /JIs aHAIU3a, TOJKHO ObITh MUHUMAIbHBIM;

2) y4ecTb JUIMTEIbHOE XpaHEHNE KPOBU U BO3MOXHOCTH TPAHCIIOPTUPOBKH IMOYTOM;

3) mnperycMOTpeTh MUHUMAJbHBIE 3aTPAThl BPEMEHU U CPEJICTB.

Monaudukanus MeToga U IpUCIocoOIeHNE ero K MeAUIIMH "CKUM HYXIaM
npou3Boaunuch B MHcTuTyTe nenuarpuu u nerckoit xupyprun M3 PCOCP. B pesynbraTe
POJIUIICS. METO/I, YAOBIETBOPSIBIINI BCEM MOCTABICHHBIM ycI0BUSIM. OKa3aloch
JOCTaTOYHO HECKOJbKHUX Kalellb KPOBHU, B35ITOM Y HOBOPOXKJICHHBIX, Y IeTel Oolee
CTapIIMX BO3PACTOB UM Y B3POCIBIX, YTOOBI MOIYYUTh HH(MOpMAIUIO O cojepkanuu 10
HE3aMEHUMBIX aMUHOKHUCIOT. KpoBb 00ciieryeMbIX HAHOCUIIACh Ha CIIEHUATIbHYIO
buIbTpOBaNBbHYIO OyMary, mocie MOJAChIXaHHs YUCTKH C MSITHAMU KPOBU MOTJIH
XPaHUTBHCS B XOJOAWIBHUKE WM K€ TOTYAC OTHPABIATHCS B 1a0OPATOPUIO MOUTOH (puc.
10). Kpome Toro, aBTopbl 3TOro Metoja cOeperiiv u BpeMs Bpaya, Tak Kak He TpeOOBaJIOCh
HUKAKUX BBIMUCOK U3 UCTOPUU OOJIE3HU U JPYrol MEIULIMHCKON ToKyMeHTanuu. [1a
CHenualtbHBIX KOHBEpPTaxX OblI 3apaHee OTIEYaTaH aJipec
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Mécxoscxuﬁ HUH nenrarpun
u nercxo#t xupyprur M3 PCOCP

MEOUKO-TEHETHYECKHH LEHTP

Her. yup. _@g@xx/ we 400
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POXXA. '/ﬂf-ﬂé Anpec

Nnarnos fofyfoocgeiayt

Prc. 10.

naboparopuu, ¥ Ha OyMakkax ¢ KarmelIbKaMi KPOBH HAIUCHIBAIUCH TOJIBKO PaMIIINN
MaIMEeHTOB, MHICKC JIeYeOHOT0 YUpEeKICHUS U JaTa aHanu3a KpoBu. He mpaBaa mu, Bce
Ype3BbIYaliHO POCTO!

B naGoparopuu KpoBsiHBIE AMCKH TTOMENIATMCH Ha CTICIUATBHYIO CPENy, COACPKAIILYIO
KOHKPETHBIE ayKCOTPO(QHBIC TAMMbI KAIIIEYHOH manouku. Eciii B KpoBH 00JIEHOTO
MUMEJIOCH TIPEBhIIICHNE, HATIPUMEDP, KOHIICHTPAIIMN AMHHOKHUCIIOTHI TUCTHANHA (T. €. peyb
MOTJIa HJTH O HACJICJICTBEHHOM 3a00JIeBaHUYU TUCTUAMHEMHUH ), BOKPYT MYTaHTHOTO
mraMMa 00pa3oBBIBANIACh MUPOKAs 30HA POCTA, 3HAYUTEIHLHO MPEBBIIIAIOIIA
nomnycTuMbie pazmepsl (puc. 11). Mukpo0O crenan cBoe €0 — OH CPeIH ThICAY
3JIOPOBBIX JIETEH BBIMCKAI OJTHOTO OOJBHOTO.

Hcnons3oBaHue MUKPOOOB B BBISIBIICHUH 00JIe3HEH 0OMEHa MOTyYniIo Ha3BaHUe
OMOAMAarHOCTUKH, BO3MOYKHOCTH KOTOPOM
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YpEe3BBIYANHO MHUPOKU. MHUKPOOBI MOTYT HE TOJIBKO
BBISIBJIAITh HACJICICTBEHHBIC U HEHACIICJICTBCHHBIE
007e3H1 00MEHa, HO U KOHTPOJIUPOBATH
0COOEHHOCTH TeueHUs U 3 (PEKTUBHOCTH
MIPOBOUMOTO JieueHwusI. [{1s1 OnoanarHoCTUKY HET
OTPaHUYCHHI B CMBICIIC PACCTOSHUS — KaICIbKH
KPOBH MOTYT OBITh MPUCIIAHBI B JIA0OPATOPUIO B
OOBIYHOM MTOYTOBOM KOHBEPTE M3 JIFOOOTO
HACEJICHHOTO IMyHKTa CTpaHbl. O4eHb BaKHO, UYTO
BO3MOKHOCTH OMOJIMarHOCTUKUA MOTYT ITOCTOSTHHO
pacIIupsIThCs 3a CUET CO3/IaHMUsI HOBBIX IITAMMOB
MUKPOOPTraHU3MOB. [Ipr 7TOM cTaHEeT BO3MOKHBIM
BBISIBJISITh HE TOJBKO, OOJIBHBIX C HAPYIICHUSMH B
00MeHe aMMHOKHUCIIOT, HO M YIIIEBOIOB, BATAMHHOB. 'nc. 11.

Onnako Kak Obl HM OBLT XOPOIII MUKPOOHUOIOTHYECKUN CKPHHHHT, HO ¥ OH HE J1aeT
Bpauy MOJHON MHPOPMAIUHN O COCTOSTHIHN 0OMeHa. MUKpOOHOIOTUYECKU METO
MO3BOJISICT TOJIBKO BBISIBUTH JETCH MM B3POCIBIX JIFOJIEH C HapylIeHHeM oOMeHa. JT1a
9acTh pabOTHI TIO BEISIBJICHUIO HACIICACTBEHHBIX OOJIE3HEH paccMaTpUBaeTCs TOJBKO Kak
MIEPBBIH 3Tall, KOTOPHIH B IPUHIIUATIE MOXKET OBITH IOCTYIICH /ISl TFOOOTO TOPOACKOTO
nedeOHoro yupexaeHusi. CaMmbie OOJBIIHE TPYAHOCTH HACTYIAIOT HA BTOPOM dTare
oOcietoBaHuMsl, 3a/1a4€ii KOTOPOTO SBISIETCS OMPEICICHUE TPUPOIBI BHISIBICHHBIX
HapYIICHU: HACJICICTBEHHBIC WIIM HEHACIICICTBEHHBIC. PellieHre 3Toro Bompoca 04eHb
CYIIIECTBEHHO, TaK KaK OHO B 3HAYMTEILHOW Mepe OIpeIesieT MPOTHO3 3a00IeBaHUS IS
camoro OOJILHOTO U €ro OYAYIIEeTro MOTOMCTBA, XapaKTep Ha3HAYaEMOT0 JICUCHUS U
MHOTO€ JIpyToe.

JUJis1 BBISIBIICHUS HACIIEICTBEHHBIX ()EPMEHTONATUN UACATbHBIM, OJTHAKO, MOYKHO OBLIO
OBl CUMTaTh CO3JJaHUE METOOB MPSIMOTO aHajN3a T'eHOB, T. €. onpeneicane GepmeHToB. K
COXaJICHHUI0, (DepPMEHTATUBHBIN CKPUHUHT TIOKa HEBO3MOXKEH I OOJBIIIMHCTBA
HaCJIeJICTBEHHBIX Oosie3Hei. [Ipexe Bcero, 3To CBSI3aHO € TEM, YTO MHOTHE YH3UMBI HE
MOTYT OBITH OTIPEACIICHBI AaHATUTHYECKUMHU METOJJAMHU B MOYE, a JUISI UX OMPEICICHHS B
KPOBH TPEOYIOTCS ISl aHAIM3a 3HAUYUTEIbHBIE KOJIMYECTBA KPOBU. AKTUBHOCTH (pepMeHTa
(beHmITanaHMHOKCHUIA3bl, HAIPUMEDP, MOXKET OBITh OIMpEeIeIeHa TOJIBKO B TKAHAX
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MIEYCHH WJIM TTOYCK | T. I1. TeM He MeHee, He CIICyeT TyMaTh, YTO UCCIICIOBAHUS B ATOU
o0JacTi OecrepCIeKTHBHBI. JTO He coBceM Tak. Ceiiuac y)ke HaMETHIINCh YETKHE
MPEAMOCHUIKH, YTO B HEJAJIEKOM OyIyIIeM B IPOrpaMMy CKPUHUHTA JIJISI BBISBIICHHUS
HACJICJICTBCHHBIX HapyIICHUH 0oOMeHa OyIyT BBEJECHBI METOIbI, HAIIPaBJICHHBIC HA
onpenencaue pepmMeHToB. Kakne e OCHOBaHHS CYIICCTBYIOT JUIS TAKHX
npeanoyioxenuii? B 1966 r. buoxumukom belitiepom ObLT IpesiokKeH TecT (mpoda) s
omnpeeneHus: GEPMEHTOB B paMKaX CKPHHHHT-TTPOrpaMMbl. O4YeHb OOJIBIITUM
JOCTOMHCTBOM METOJ1a MOXKHO CUUTATh TO, YTO JUIsl aHAJIW3a TIPUTOTHBI KaIlJId KPOBH,
HaHECEHHbIC Ha GUIBTPOBAILHYIO OyMary. [Ipu 3ToM 0ka3anoch, YTO aKTHBHOCTh
(hepMEHTOB COXpAHSICTCS B TCUCHUE HECKOJIBKUX IHEH U MOXKET OBIThH OINpE/ICIICHA B
OJTHOH KaIljie KpOBH OTHOCUTEIBHO MPOCTHIM U HEJJOPOTHM CIIOCOOOM.

Jly1st BTOpOTo 3Tara o0ciieJoBaHus XapaKTEePHO UCIIOJIb30BAaHUE HEPEIKO CII0KHBIX
COBPEMCHHBIX, 2 HHOT/Ia U HOBEUIITUX METOJIOB JJAOOPATOPHON JUATHOCTUKH, YACTO
HEJOCTYITHBIX ISl OOBIYHBIX MPAKTHYECKUX JICUCOHBIX YUpEKACHUH. BTopoii aTamm MoryT
OCYIIECTBIISITH TOJIBKO KPYITHBIC HAYYHO-UCCIICA0BATEILCKIUE HHCTHTYTHI HITH
IIEHTPAIN30BaHHBIC OMOXUMHUUYECKHE JIA0OPATOPHH. DTO CBI3aHO C MCIIOJIb30BaHHEM
COBPEMEHHOT'0 U JJOPOTOCTOSIIET0 000pyA0BaHUs, ACUIIUTHBIX PEAKTUBOB H, YTO CAMOE
TJIaBHOE, BEICOKOKBATU(UIIMPOBAHHBIX OMOXUMHKOB, UMMYHOJIOTOB U APYTHX
cneruanucToB. [Ipu 3TOM BO3HHKAET HEOOXOIUMOCTh HE TOJBKO B OIIPEICIICHNUH,
HaIpUMEp, KOHIICHTpAIUU TpUNTo(aHa (AMHHOKHCIIOTHI) B KPOBHU, HO M €T0
MPEAIICCTBEHHUKOB, OTIpeic/IcHne (PEpMEHTOB, TPOBEICHUE HArPY30YHBIX TECTOB,
OOMEHHBIX HCCIICOBAHUH, BBISIBIICHUE T€TEPO3UTOTHBIX HOCUTEIICH.

Heo0xoauMo OTMETHTB, 4TO BCS 3Ta O0JIbInas paboTa 1Mo CO3JaHNI0 CKPUHUHT -
MPOrpaMMbI OblIa, C/eTaia 32 OTHOCUTEILHO KOPOTKHUN MPOMEKYTOK BpeMeHn — 5—10
net. TpynHo cebe mpeacTaBUTh, YTO IPUHITUIIBI BBISBIICHHUS, pa3paO0TaHHbIC K
HACTOSIIIIEMY MOMEHTY, OCTaHYTCS HE3bIOJEMbIMH. M IeT MOCTOSIHHBIN TTOUCK,
HaIlPaBJICHHBIA HA YIIPOIIICHUE M aBTOMATH3aIIHIO JTJAOOPATOPHOHN JUArHOCTUKH,
COKpAIICHUE BPEMEHHU U CPEJICTB JIJIs TPOU3BOJICTBA aHAIIU30B.

B T0 ke camoe BpeMs MOMCKH Bpadyeii-TeHEeTUKOB HAIPABJICHBI HA CO3JaHUE TAKUX
CUCTEM JMArHOCTUKH, KOTOPHIE MOTJIH OBl TTO3BOJINTh CTABUTh JIMATHO3bI TEX WJIM HHBIX
3a00JIeBaHUH Y ellle HEPOUBIIETOCS peOCHKA, T. €. Y IUI0/A.

DU3NOJIOTH YXKE JABHO IMBITAIOTCS YIOBUTH T€ CUTHAJIBI, KOTOPBIMH ILIOJ] COOOIIAET O
CBOCEH KU3HEACATEITbHOCTH.
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Marts omymiaer Oyayuiero pebeHka o ero HeBEJICHUI0, Bpau-aKyIllep — M0 €ro
cepaueduenuto. [Ipuuem Mexy opraHU3MOM MaTepH U IMIIOAOM CYIIECTBYET TECHBIM
KOHTaKT. bepeMeHHas KeHIlMHa IOBOJIHOBAJIACh, a CEPALEOMEHNE TUI0AA YCHIINIOCh.
Axyuiepbl Hay4YUJIUCh U3YyYaTh cep/ilieOMeHure J10/1a HE TOJIBKO C MOMOIIBIO IPEBHEN
BpaueOHON TPyOKH-CTETOCKOIA, HO U C IOMOIIBIO 3JIEKTPOKapANOrpaduu, Kak 3To
HIMPOKO JenaeTcs y B3pocibiX. Mcnonp3ys 3ToT metoa 10 neT Ha3an, BlepBble yIal0Ch
MOCTABUTh JIMArHO3 HACEACTBEHHOTO BPOKJIEHHOT0 TIOpOKa cepaua y mioaa. [lpunsareie
HKCTPEHHBIE CIIEUATIbHBIE MEPHI TO3BOJIMIIM CIIACTH HOBOPOKACHHOMY KHU3Hb.

XO0pOoIIO U3BECTHO, YTO CAMBIMU MTPOCTHIMU U HAJCKHBIMU O0bEKTAMU MCCIIEIOBAHUS
MIPU MOCTAHOBKE JIMAarH03a B MEIUIIMHE SIBJISIOTCS aHAJIU3bl KpOBU WU Moud. Ho kak
MOJIYYHTb Y TUI0JIa KarelbKy KpOBU WM Moun? BbII0 BhICKa3aHO MPEION0KEHUE, UTO B
ATUX LEJSAX MOTYT ObITh UCIIOJIB30BAHbI OKOJIOIIOHBIE BOIbI O€pEMEHHOM JKEHILIUHBI.
Oxka3anoch, 4YTO OKOJIOMJIOHAS )KUJIKOCTh B 3HAUUTEIbHONW CTENIEHH 110 CBOEMY
MIPOUCXOKICHUIO SIBIISIETCSI MOUO 110/a (MOYKHM Y IJI0/1a Y€JI0BeKa HAUMHAIOT
(GYHKIMOHUPOBATH 33J0JT0 10 poxkJeHus, ¢ 10—14-if Heenu BHYTpUYTPOOHOM KU3HN).
Ecnu 370 Tak, TO HENb3s JIK, UCCIEAYsl COCTaB OKOJIOIIOAHOM KUKOCTH, OIPEIENSTh B
HEel BElIECTBa, XapaKTepHbIE JIsl HACIEACTBEHHBIX HApYyUIEHU 0OMEeHa U TEM CaMbIM
BBISIBJISITh X HA PAHHUX CPOKax OepeMEeHHOCTU? DTa rUNoTe3a okazajach BEPHOM.

BHyTpuyTpoOHasi 1uarHoCTHKa HACJIeICTBEHHBIX 3a00JIeBaHUI MOTJIa OBbITH
HEO0OXOIMMOM B TEX CIIydasiX, KOrja peysb 1uia 0 0epeMEHHOCTIX ¢ OOJIBLIIUM PUCKOM, T. €.
0 JKEHUIIMHAX, Y KOTOPBIX MpeabIAyIas 0€peMeHHOCTh 3aKOHYMIIACh POKIEHUEM peOeHKa
C HACJIEACTBEHHBIM J1€(DEKTOM U IPOTHO3 30POBbs OyAYIIEr0o peOeHKa HESICEH WU
COMHUTEJIEH.

Axyuiepsl pazpaboTany Maaiuui METOI U3BJICUCHNUS aMHUOTUYECKON KUIAKOCTH,
NOJyYMBLINI Ha3BaHUE aMHMOLIEHTe3a. Koraa okosomioaHas )KuaKkocTh Obliia MOIy4eHa,
K paboTe MOAKIIOYMINCH OMOXUMHKHU. BCkope oHM MoKa3aiu, 4TO Ha OCHOBaHUU
o0cnea0BaHus HECKOIBKUX MUJLTUIUTPOB KUAKOCTH MOKHO OTPEEIUTh B HEH
coJepkaHue 0enka, aMUHOKHCIIOT, YIVIEBOJIOB, KUPOB, PEPMEHTOB, TOPMOHOB,
ANEKTPOIUTOB U IPYTUX XUMUYECKUX COCTMHEHUM, OTPaXKAIOIIHUX 0COOEHHOCTH 0OMEHa
BELIECTB y 101a. Maso Toro, npu o0ciae10BaHUM KJIETOK aMHUOTUYECKON KUAKOCTH
CTaJIO BO3MOKHBIM M3y4aTh MOJIOBOM XpOMATHUH IUI0JIA, €0 XPOMOCOMHBIN HAOOP, TPYIIIbI
KpOBH U MHOroe Jipyroe. Takum o6pasom, nepen
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HCCIIeIOBATEISIMHU OTKPBLIUCH IUPOKHUE BO3MOKHOCTH aHTEHATAILHOU (BHYTPUYTPOOHOI)
JTMArHOCTUKHA XPOMOCOMHBIX U HEKOTOPBIX HACJIEACTBEHHBIX OOMEHHBIX HApYIICHUH.

Onpenenenue rpyni KpOBU MO3BOJIUIIO BBISBIATH CIydald HECOBMECTUMOCTH KPOBHU
MaTepu U IJ10/a, pe3yc-KOH(MIUKTHBIE CUTYyallu1, yCTaHABIMBATh (DAKT OTIIOBCTBA.

N3ydeHne mosoBoro XxpoMaTuHa U KapUOTHUIIA JAJI0 BO3MOXKHOCTh BHYTPUYTPOOHO
OTpeeNITh MoJ OyAyero pedeHka. A »To 0O4eHb BaXKHO JJIs TEX ceMeH, rae
0oOHapy’KUBAJIUCh HACIEACTBEHHbIE 3a00JIEBaHMSI, CLICTVIEHHBIE C TIOJIOM.

MeToapl aHTEHATATbHOU JUATHOCTUKHU €11€, KaK TOBOPAT, HE BBIIIM U3; CTEH HAYYHBIX
MHCTUTYTOB. HO MOKHO HE COMHEBATHCS, YTO TaK OYJIET HEIOITO. DTH METOAbI HAMIYT
CBOE MIPUMEHEHHE B pabOTEe MEAUKO-TEHETUYECKUX KOHCYJIbTAIUH.

Takum 00pa3oM, HaydHbIE UCCIIEIOBAHUS MTOCIEAHUX JIET MO3BOJUIN HE TOIBKO
BBISICHUTH POJIb HACJICICTBEHHOCTH B BO3SHUKHOBEHUH 11€JIOTO psijia 3a00JIeBaHUM, HO U
CO371aTh MOJIEJb CUCTEMbI PAHHETO UX OOHAPY KEHUS.

[lenecoobpa3HOCTh BHEAPEHUS CKPUHUHT-IIPOTPaMM JJIsl MaCCOBOT'0 00CIIeI0BaHNUS
HOBOPOKJIEHHBIX HE BBI3BIBAET COMHEHHS HU C TYMAHHBIX MMO3UILIMNA, HU C TOUYKU 3PCHUSA
HKOHOMHYECKOU 3(ppeKkTUBHOCTU. DTa MPobdIIeMa HEOTHOKPATHO 00CYK/1aJIach
Bcemupnoit opranuzanueii 3apaBooxpanenus (BO3) u pexkoMeHioBanach s
MPAKTUYECKOTO UCIIOJIB30BaHus. JKcnepTHasd rpynmna BO3 orMeTuna onpeaeneHHbIe
JIOCTOMHCTBA CYIIECTBYIOIIMX METOAOB CKPUHUHTA, ITO3BOJISIOIINX BbISBIISITH
3HAYMUTENILHOE YHCIIO 3a00I€BaHUM, TOITAIOIIMXCS BO3CUCTBUIO MPOGUIAKTUYECKUX U
nedeOHBIX Meponpusituii. Kpome Toro, Ob1710 MOTUYEPKHYTO, UTO «3aTPAThl HA BHISBIICHUE,
a TaK¥K€ MOCJIEAYIOIIEE KOHCYIbTUPOBAHUE U JICYCHUE TOJKHBI OKYITUTHCS
cOepekeHUs MU, 00pPa30BaABIIMMUCS B PE3YJITATE TOTO, YTO YAAIOCH MPEYIPEAUTH
pa3BuTHe 00JIE3HU U, CIIEIOBATEIBHO, N30€KaTh HEOOXOIUMOI0 YX0/a 32 OOJIbHBIMY.
CTOMMOCTb T€HETUYECKHUX MTPOTPAMM 3aBUCHUT, MPEXKJIE BCETO, OT OpraHu3aluu
1a60paTOPHOM CITy>KOBbI M OT TUIIA UCIIOJIB3YEMbIX METOJI0B AMarHocTuku. Ocoboe
BHHUMaHHE 00paIllaeTcsi Ha CO3/JaHue LIEHTPATM30BaHHbIX 1JA00OpAaTOPUiA, KOTOPbIE
SIBJIAFOTCS. SKOHOMUYECKH BBITOJHBIMU U MTO3BOJISIOT OCYIIECTBIATH IIUPOKHUE
oOcne0BaHMs IE€Te paHHEro BO3pacTa.

Ycenex CKpUHUPYIOMMX MPOTrPaMM MO BBIABIEHUIO HACIEICTBEHHOU MATOJIOT MU
MMOCTaBUJI HA MTOBECTKY JHS HEOOXOIUMOCTh pa3pabOTKH HaJCKHBIX METOIOB
MpopUIAKTUKY U JICUCHUS HACIICICTBEHHBIX 1e(EKTOB.



YEJIOBEK
HUCHTI'ABJIAET
OIINBKHA
HHPUPOIbI

KaKI/IC K€ BOSMOXHOCTHU UMCCT COBPECMCHHAA MCIUTINHA I JICUCHUA

HacJeACTBeHHBIX Oose3Hel? Kakue cyiecTByloT nepcrneKTUBb B OyAyeM s
KOPPEKIMU «OITMOOK MPUPOJIBIN?

W3 npenpiaymux pa3nesioB KHUTH YUTaTeNb, BUIUMO, CMOT 3aKJIFOYUTh, YTO
COBPEMEHHOE Pa3BUTHE IT€HETUKH XapaKTEPU3YETCSI CTPEMUTENbHBIM HAKOIJICHUEM
(haKTOB O HOBBIX, paHEE HEU3BECTHBIX HACJIECTBCHHBIX HAPYIICHUSAX U (DEPMEHTOHATHSX.
[Tpu sToM HayuHas nHOpPMAIIHS IO ONMMMCAHUIO HOBBIX (POpM 00JI€3HHU, METOJIOB UX
JUArHOCTUKU 3HAYUTENBHO OTNepexaeT pa3paboTKy ClIOCOOOB JIEUEHUS! HACIEICTBEHHBIX
3a0oneBaHuil. Bpau HepeaKo MOXKET 0Ka3aThCsl B TAKOM MOJIOKEHUH, KOTJa AUArHo3
3a00JIeBaHUSI CTAHOBUTCS U3BECTEH, a JICUCHHs KaK TAKOBOTO €I1l€ HE CYILIECTBYET.

Ceituac B CCCP u 3a pyOeoM BeIyTCs] MHTCHCUBHBIE UCCIIEIOBAHUS 110 BBIPAOOTKE
JIeYEHHUs MHOTHX HACJIEJCTBEHHBIX 3a00eBanuil. M3BecTHbIN reHeTuk akanemuk H. I1.
JlyOuHuH ipu 00CY>KI€HUU METO/I0B HAIIPABIEHHOT0 BO3EHCTBUS Ha MATOJIOTMYECKUE
TE€HHBIE MYyTAIlMU BbICKA3aJl MHEHHUE, YTO PEIIEHUE ITUX 3a/1a4 MMO3BOJIUT YIIPABIIATh
KHU3HBIO.

Jlo HeTaBHEr0 BPEMEHU 3aMEHAa MYTAHTHOT'O T€Ha IIPH HACJICACTBEHHBIX HAPYIICHUSIX
oOMEeHa cuuTanach HepeaJbHOM.

Ho coBepiieHHO HEOXKUAAHHO 3a/1a4a, Ka3aBiiascs (paHTaCTUYECKU JaJIeKOil OT CBOETro
pelieHus1, oopelia YepThl 3pUMbIe U Jlaxe peanbHblie. B konne 1971 r. B oqHoM u3
3apyOeKHBIX KYPHAJIOB MOSIBUIOCH CEHCAIIMOHHOE COO0IIeHHE 00 y1auHOM
AKCTIEPUMEHTE T10 3aMEHE MYTaHTHOI'O I'eHa ¢ MoMoIkto ¢ara. B kyneType ¢pubdpodiacton
OOJBHOTO C rajJakTo3eMHen (HaciaeCTBEHHAs HEEPEHOCUMOCTD K rajakTo3€) yUeHbIM
yJ1aJJIOCh BOCCTAHOBUTh aKTUBHOCTH (hepMeHTa TalakTo30-1-pochar-ypunmnrpancdepasbl
MyTeM BBEJCHUS B KYJIbTYpY TKaHU JamOaadara, copepxaiiero reHoM, Tak Heo0X0IUMbIH
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U1t cuHTEe3a 3Toro pepmenta. K coxanenuio, BOCPOU3BECTH 3TOT SKCIIEPUMEHT B
IIOCJIEAYIOIIEM HE YIAJIOCh. TeM He MeHee, YUEHBIX He IIOKUIAeT HaJexkK1a, YTo B
KIIMHUYECKUX YCIOBUAX, BUAMMO, Oy/I€T BO3MOKHBIM TaKXe MPOU3BECTH KIIOYMHKY
reHa, 3aMEHUB MyTaHTHBIN I'eH B KyJIbTYpE TKaHU, OJIY4YeHHOU OT O0JIBHOTO, U BBE/S B
MOCJIEYIOIIEM €MY KIIETKH 3TON KyJIbTYpPhl C HOPMAIbHO (DYHKIIMOHUPYIOIIMMHU T€HAMHU
(MeToJ ayTOTpaHCIUIAaHTALlUU TKAHM).

BBeneHre HOBBIX '€HOB B KJIETKH TKAHEBBIX KYJIBTYp B OJiMxkaiiiiee Bpemsi, BUAUMO,
MOKET OCYILECTBISAThCA U IMyTeM TuOpuan3anuu, 3apaxenus tkanu JJHK Bupycamu nnu
BBEJICHUEM B KyJbTypy TKanu ouuiieHHon JJHK, B kotopoii 3akmtouena HeoOxoumast
reHeTrueckas nHpopmarus. CylecTBYIOT TaKkKe ONpPeAeICHHbIE TEPCIEKTUBBI IS
pa3pabOTKK MPUHLIUIIHAIBHO HOBBIX METOJIOB JICYEHHsI HACJIEICTBEHHbIX Oose3Hel. [1pu
ATOM MpeAnoaraeTcs UCIoIb30BaHue 3P ekTa «00paTHONU TPAHCKPUTILIMK» — TIEpe1adn
reHetnueckoi nadopmanuu ¢ PHK na JIHK knetku. B craguu skcnepuMeHTanbHOM
IIPOBEPKU HAXOIATCS UCCIEAOBAHUS 10 CO3IaHUIO TaK Ha3bIBAEMBbIX IICEBJOBUPYCOB —
mouiekyn JIHK, Hecylux Hy>KHYIO F€eHETUYECKYI0 HH(OPMAIIUIO U 3aIIUIIEHHBIX OT
pa3pylIAOIIEro BIUSHUS HyKJIea3 0enKkoBoi 0005104ku. OHAKO B IOCIIETHEE BPEMS
BO3MOYXHOCTH UCITOJIb30BaHUS N'€HHOW UHKEHEPUU B KIMHUYECKUX YCIOBUAX CTABATCS
I10J] COMHEHUE, TAK KaK MONBITKA U3MEHEHUS I'€HOTUIIA B 3HAYUTEIIbHON MEPE MOTYT
IIPOUCXOAUTD «BCIIENYIO», IPU HAJTUYMU MHOTUX HEU3BECTHBIX. [Ipu aTOM TpynHO
MPEANOI0KUTH BOZMOXKHBIN 3(PPEeKT TaKoro JieueHus 11t opranusma. JJst mpakTu4eckoro
pelIeHus 3TON IpoOsIeMbl MOTPEeOyeTCs BpeMmsl.

Bonbioit Bkt B mpo0semMy JieueHUs! HAaCIeICTBEHHBIX 3a00JIEBaHUI BHECIIH U
XUPYPIHU, NPEIIOKUBIINE HOBBIE METO/IbI B IUIACTUYECKON U BOCCTAHOBUTEIIBHOU
xupypruu. lIpexne Bcero, 370 OTHOCUTCS K JICYEHUIO BPOXKIACHHBIX IIOPOKOB Pa3BUTHSL:
CepJilia ¥ COCYJI0B, pacIlEIICHUI TBEPIOTO U MATKOT0 HEOA, KOPPEKIIMHU KOCTHBIX
nedexToB u aedopMariuii.

B nocnenHue roipl JOCTOSSTHUEM HIMPOKOM TIIACHOCTH CTaJIM COOOIIEHUS O
BO3MOYXHOCTH TPAHCIUIAHTAlUU OTJEJIbHBIX OPraHOB U TKaHEU yesioBeka. Yurarens,
BUJIMMO, TIOMHHUT O Tepecajikax Movek U ocodeHHo cepama. OQHaKo B HACTOSIIEE BpeMs
peub UJIET HE TOJIBKO O 3aMeHe 0OJIbHOTO OpraHa, U3MEHEHHsI B KOTOPOM HACTYIUIHU B
pe3yJibTaTe XpOHUUYECKOTO BOCIIAJIUTEIILHOIO IIPOLIECCA WIIM TPABMBI, HO U O IepecagKax
OpraHoB IPHU HACJEICTBEHHBIX 3a00sieBaHuAX. [Ipyu 7TOM OCHOBHOM 11€7IbI0 CTAHOBUTCS
MOMBITKA BOCCTAHOBUTH CIIOCOOHOCTH
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opraHuzMa 00JIbHOTO CUHTE3UPOBATh OCIIKU U SH3UMBI, OTCYTCTBYIOIIUE Y HETO U3-32
HaCJIeJICTBEHHOTO JiepeKTa.

[Ipu HacneACTBEHHBIX HAPYIIEHHUSAX UMMYHOJIOTUYECKON PEAKTUBHOCTH, KOT 1A
OpraHu3M HOBOPOXKJIEHHOT'O peOCHKA HE UMEET OMOJIOTHUECKUX CPEICTB 3alUTHI OT
MH(EKIMOHHBIX 3a00JeBaHM, OOJIBIITNE HAJICHK Bl BO3JIAraloTCs 11a TPAHCIUIAHTAIIUIO TaK
Ha3bIBAEMbIX UMMYHOKOMIIETEHTHBIX OPTaHOB. Tak, ONpeeICHHBIE YCTIEXU OTMEUCHBI
MIpU TIepecajke BUIOUYKOBOM jKeJie3bl OOJBHBIM C HACJIEICTBEHHBIM HMMYHOHAPE30M,
aramMmarjoOynuHeMuen u cuaapomoM Jlyu — bapa.

Bo BpaueOHOM MpakTHKe yKe JaBHO UCIIOIB3YIOTCS METOIbI 3aMECTUTEIHLHON Teparuu.
Tak, Hanpumep, pu caxapHOM auadeTe, 00yCIOBICHHOM HEJOCTATOUYHON BHIPAOOTKOM
WHCYJIMHA TTOKEITYIOYHOM JKeJIe30M, TOCTUTHYTHI OOJIBIINE YCTIEXH B JICUCHUH.
3aMecTuTeNbHAs Tepanusi UHCYJIMHOM MO3BOJIUIIA PE3KO CHU3UTh HHBAIUIHOCTD 110
caxapHOMY nua0eTy, YMEHBIITUTh OCIOKHEHUS U UX TSKECTh. JKEHIIMHBI, CTpaaloline
nuabeToM, MOTYT Tellepb UMETh JICTEeH, a COCTOSIHUE 3/I0POBBS IOTOMCTBA 3TUX MaTepe
3aMETHO YJyYIIHIIOCH.

[Tpu HaceCTBEHHBIX 3a00JE€BAHUSAX IIIMTOBUIHOM YKEJI€3bI, COMPOBOKIAIOIINXCS
HapYyIICHUSIMA CUHTE3a TUPEOUTHBIX TOPMOHOB U H0/1a, XOpOITUi J1e4eOHBIN 2P deKT
OTMEUEH OT MpenapaToB WOJa U TUPEOUIUHA.

KopTtukoctepou sl (ropMOHBI HAATIOUYEYHHUKOB) IIUPOKO UCTIONB3YIOTCS TPH
HACJIEJICTBEHHBIX Je(eKTax uX OMOCHUHTE3a.

IIpu HacneACTBEHHBIX UMMYHOTIATUSIX 3aMECTUTENIbHAS TEPAIIUs BEIPAXKAETCS B
Ha3HAYeHUU OOJIBHOMY IpenapaToB ruMMa-Tri00yanHa, 00OTallleHHBIX ONPeIeIeHHBIMU
aHTUTEJIAMU UJTU e KJIacCaMu UMMYHOTJIOOYJIMHOB.

Mp1 yxe oOpaliajii BHUMaHHE YATATEIIsl Ha POJib (PEpMEHTOB B 0OMEHE BEIIECTB Y
yesioBeKa. X0TelI0Ch OblI ellle pa3 MOAYEPKHYTh CYIIECTBYIOLIYIO TOUKY 3PEHHSI, COIJIACHO
KOTOPOM BCE aHOMaJIMM 0OMEHa MOYKHO pacCMaTpuBaTh Kak ¢epMeHTonaTnu. B cBs3u ¢
ATUM, Ka3aJIOCh Obl, B 3aMECTUTEILHOM Tepanuu Ha MEePBhIN IJIaH CIe0BaIO0 Obl
MOCTaBUTH JieueHHe pepMeHTaMu. B kakoi-To Mepe Tak U MPOUCXOIUT. MbI JaBHO
MIPUMEHSIEM JIS JICUCHUST OOJIBHBIX JKEITYJIOYHBIN COK, METICHH, TPUIICHUH U NMaHKpeaTuH. B
HACTOSIIEE BpeMs 00CYKIAI0TCSI BOBMOXKHOCTH PaCIIUPUTh aCCOPTUMEHT
(hepMEHTATUBHBIX MPEMapaToOB 3a CUET UCIOIB30BaHUS JIAKTO3bI, IPOAOKEBON caxapossl,
MJIECHEBOM raMMa-amuiasbl. OJJHaKO BO3MOXXHOCTH UCIIOJIb30BaHUs (PEPMEHTOB B
JICYEHUN OTPAHUYCHBI: (PEPMEHTHI MOTYT MIPUMEHSTHCS MPU OTHOCUTEIBHO
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HEOOJIBIIIOM KOJTUYECTBE HACIIEICTBEHHBIX 3a00JI€BaHUI U B OCHOBHOM >KETyI0YHO-
KHIIEYHOTO TpakTa. K 3TiM 00JIe3HSIM MOKHO OTHECTH MYKOBHCIIHUI03, HETOCTATOYHOCTh
OHTEPOKMHA3bl TPUIICHHOTCHA, JHCAXapUIas.

Bonee mmpoxoe ncnonb3oBanne (HepMEHTOB MPH HACIECICTBEHHBIX 3200JIEBAHUIX
OTPaHUYMBAETCSI, MPEXK]IE BCETO, TEM, YTO MHOTHE U3 HHX JIO CHX TIOp HE YAaJl0Ch
MOJTyYUTh B YHCTOM BHJIE, a T€, KOTOPBIE TIOMYUYEHBI, ellle KpaitHe noporu. U, moxamyi,
camoe Ba)XHOE COCTOHT B TOM, UTO (DepMEHTATUBHBIE N€(PEKTHI YaIlle BCETO JIOKATH3YIOTCS
B KJICTKaX MEYCHH, HEPBHOW U MBIIICYHOHN TKaHH. [IOMBITKH XKe X mapIHTepaIbHOTO
BBEJICHUS (T. €. uepe3 pOT) U IOCTABKH B COOTBETCTBYIOIIHE OPTaHbl OOJIBHOTO YEeIOBEKA
ObIBatOT, MaIO3(P(EKTUBHBI H3-32 pa3pylIeHUH (EPMEHTOB B JKETyTOTHO-KUIIICUHOM
TpakTe. Y4eHble HIlyT 00XoaHbIe myTH. OUH U3 HUX CBOJUTCS K 3amuTe GpepMeHTa, JIs
Yero MpeayiaraeTcs mpemapaT MoMemaTh B MOIyIPOHUIIAEMbIE, XAMUYECKH HHEPTHBIE
HEHJIOHOBBIE KaTCyJIbl. Y CHIIAS YYCHBIX HAMIPABIECHBI TAK)KE Ha pa3pabOTKy XUMUYECKOTO
CUHTE3a EPMEHTOB, YTO 3HAYUTEIBHO OOJIETYUT UX MMPUTOTOBICHUE, IOBBICUT CTECTICHb
YHCTOTHI.

YroObI HE CO37ATOCH BIICUATIICHHE, YTO BPaud B JICUCHUH HACJICICTBEHHBIX aHOMAIHI
oOMeHa TOJTHOCTHIO OTKA3AIHNCh OT METOI0B MEMKAMEHTO3HOTO BO3ICHCTBHSI M 3aHSTHI B
OCHOBHOM ITOWICKOM HOBBIX PEIICHHH, HEOOXOUMO YIOMSHYTh O HOBOM U JOCTAaTOYHO
00HaIe)KMBAIOIIEM HAMPABICHUH B JICUYCHUU HACIIECICTBEHHBIX 00JIe3HEH — 00
WCTIOJb30BAaHUHM METO/I0B MHAYKIMH cUHTEe3a (hepmeHTOB. [Ipn »TOM npuMeHsieTcs
KOMIUIEKC JIEKAPCTBEHHBIX CPEJICTB, OCHOBHAS 3a/1ada KOTOPhIX — OKa3aTh BO3/ACHCTBHE
Ha MEXaHU3MBbI cuHTe3a (hepmeHTOB. VccnenoBanus mokasaiu, 4To, Halpumep,
O0apOuTypaThl CIOCOOCTBYIOT MHAYKIIMHM CHHTE3a (hepMEeHTa TIIIOKYpOHUI-TpaHchepasbl,
HEOOXOAMMOTO I 00pa30BaHUs TIIOKYPOHUIOB OMIHPyOHHA, CTEPOUTHBIX TOPMOHOB, U
MOTYT OBITh UCTIOJIB30BaHBI, HATIPUMEP, N7 JiedeHus pu 6one3nn Kputiep — Haitspa.

Burtamun B6 ciocoOcTByeT akTuBanmu (pepMeHTa MUCTATTHOHUHCHHTETA3hl U
oOnaznaeT e4eOHbIM 3(HPEKTOM MPU FTOMOLUUCTUHYPHUH. DCTPOTCHHBIE TOPMOHBI
MOBBIIIAIOT KOJTUYECTBO IIEPYJIOTUIa3MIHA B KPOBH, M HAIIUTH TPUMEHEHUE B JICUCHUH
6one3nn Buibcona—KoHoBanoBa. [ TIOKOKOPTUKOUIBI aKTUBU3UPYIOT CUHTE3 U
co3peBaHne (EPMEHTHBIX CUCTEM KHUIIIEYHUKA U MOTYT OBITh TIOJIE3HBI B JICUCHUN
TJIMKOTEHHOM 00JIe3HHU.
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B 10 3xe camoe BpeMsi, Kak TOBOPSIT, Kak/1as Majika UMeeT JIBa KOHIIa. MeuKaMeHThI
MOTYT OBITh UCIIOJIb30BAHbI HE TOJILKO B IIEJISIX aKTHUBAI[UU CUHTE3a (PEPMEHTOB, HO H,
Hao00OPOT, AJI MOJABICHUS CUHTE3a BEIIECTB, HAKAIUIMBAIOIINXCS B TKAHAX U
HapyHIaoUX UX CTPYKTYpY U pyHkiuu. Tak, Hanpumep, IIMPOKO U3BECTHBIA BUTAMUH A
MOKET TOPMO3HUTh CUHTE3 MYKOTIOJIMCAXapHUI0B U B CBSI3U C ATUM 00J1a1aTh XOPOIIUM
ne4eOHbIM 3P (HEKTOM MpHU TaKUX O0JIE3HAX COETMHUTEIbHON TKaHU, KaKk
MYKOIIOJIUCAaXapUa03bl.

beccniopHo, 6osibiioe Oyayliee B ISYEHUU «OIMHOOK 0OMEHa) MPUHAIIICIKUT
JaeToTepanuu — METONlY, YXOSIIEeMy CBOUMHU KOPHIMU B CEyI0 IpEeBHOCTh. JlaBaiiTe
pPaccMOTpPUM UX Ha MpUMEpE HACJIEeJICTBEHHBIX HApYIIEHU 0OMEHa aMUHOKHCIIOT.

[lepBbie HAYYHO 0OOCHOBAHHBIE MOMBITKA CO3/IaHMS JIEUEOHOTO MUTAHUS TIPU ITUX
3a0oseBaHusAX ObUIH clleJIaHbl HeMelKuM BpauoM bukesnem B 1954 r., korjga um O6b11
npeasioxken crnocod neyenuss ®KY auetoii ¢ orpaHndeHEM IPOAYKTOB, OOraThix
(deHnnanaHuHOM (AaMUHOKUCTIOTOMN). Y crexu, OTMEUEHHbIE TTPU TAKOM BHJIE JICUCHHUS,
CTUMYJIMPOBAIIA HE TOJIBKO pa3pabOTKy aHAJIOTMYHBIX CXEM JAUETHI U IPU IPYTUX
HACJIeICTBEHHBIX 3a00JIEBaHUSIX 0OMEHA, HO U CO3JJaHUE CIEIUATbHBIX JUATHOCTUUYECKUX
porpamMm (0 KOTOPBIX Mbl TOBOPHJIN) JJIsl PAHHETO BBISBIICHUS TAKUX OOJIbHBIX,
MOCKOJIbKY MOSIBUJIACH peaibHasi IEPCIEKTUBA MPOPUITAKTUKH TAXKEIbIX MOCIEICTBUMA
ATUX 3a00J1eBaHU.

OpHako BCKOpE CTall0 OYEBUIHBIM, HACKOJIBKO TPYIHO CO37aBaTh 00ETHEHHYIO
AMUHOKHUCJIOTaMH JIUETY, UCTIOIb3YS TOJIBKO CIEIMANBHBIN MOJ00p HATYypaTbHBIX
MPOIYKTOB. DTO HATOJKHYJIO UCCIeA0BaTeNIeld Ha HEOOX0IUMOCTh CO3/JaHus
CHEeIUANbHBIX MPOAYKTOB, 3apaHee JIMIICHHBIX TOW UM MHOW aMUHOKHUCIIOTHI, HAIPUMEP
¢denunananuna. [Ipoiio HECKOJIBKO JIET, U B psAJie CTpaH MOSABHIUCH TaKhe OEITKOBbIE
Ipenaparsl, NOJy4YuBIINE Ha3BaHKe ruponn3atoB. s neuenns PKY B ['JIP ctan
UCIIOJIb30BaThCs mpenapar oepinodeH, B Aurinuu — uumorpad, B CIIIA — nodenanak, B
Snonnn — nopemunk, B CCCP — runodunHat. 11 OEIKOBbIE THIPOIN3ATH HE
ABIIAIOTCS JICKAPCTBOM, UX 3aJlaya — 3aMEHHUTh YacTh OeJiKa MUK U CHU3UTH B HEH
coJiepkaHue (peHuIaIaHuHA.

Hapsiny ¢ co3nanueM HOBBIX IPOJYKTOB JI€TCKOTO MUTAHUS 1LJIa pa3paboTka
MPUHIUITHAIBHO UHBIX TUET C UCTIOJIB30BAHMEM CMECH OTIIEIbHBIX aMUIIOKUCIOT. [Ipu
ATOM COCTaBJIEHHUE AUETHI 00JIEryagoch, Tak Kak U3 AUEThl peOeHKa
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MO’KHO ObLIO 0€3 TpyAa yAaIuTh JIF0OYI0 U3 BPEAHBIX JJI1 OpraHu3Ma aMUHOKHUCIIOT.

CoBpeMeHHas HayKa paciojiaraeT JOCTaTOUHO alipoOMPOBAHHBIMU CXEMaMH
JAUETUYECKOTO JICUEHHUS Psiia HAaCcJIeICTBEHHbIX 3a00neBaHnil. OCOOEHHO MOKa3aTeleH
onsIT neyeHuss OKVY. B cnyuae panneit auarnoctuku @KV u panHero nuetnueckoro
nedenust (OyKBaJIbHO C TIEPBBIX JHEH KU3HM) Pa3BUTHE TAKUX JIETEH MPOTEKAeT
YIOBJIETBOPUTEIBHO. DTO ONPEEICHHO HA/10 PaCLIEHUBATh KaK OOJIBIION ycIex
KIIMHUYECKOM T'€HEeTUKH. B HacTos1ee BpeMs U3BECTHBI XOPOLLIUE PE3YIIbTATHI JICUEHUS
TOMOIUUCTUHYPUU TUETOU, 00 THEHHOW METUOHUHOM, TUCTUAMHEMUN — JTUETOM,
00€THEHHOU TUCTUMHOM, a TaKKe U IPYruX 3a00J€BaHUM.

OnHaKko MOTJIO CO3/1aThCs BIEYATIEHUE, YTO MHOTHE BOIIPOCHI JUETUUYECKON KOPPEKLIUH
y nereit yxke perieHsl. CooO1IeHHbIe (aKThl ABISIOTCA JUIIb WILTIOCTPAMEN TOT0, YTO
CIECJIAaHHBIC TONBITKU JICUCHUS TUETOU BECbMa IIEPCIIEKTUBHEBI. TeM HE MEHee, HECMOTPs
Ha IPUHIMIHAIBHO MPABUIBHBIA MOAX0 K PEHICHUIO 3TON MPOOIeMBbl, OHA B LIEIOM
HAXOJUTCS JUIIb Ha CaMbIX paHHUX 3Tanax uzydeHus. CoctapieHue JieueOHbIX AUET B
LIEJIOM U B K&XJIOM OTJIETILHOM Clly4ae MpeCTaBIseT Ype3BbIYaiiHO OONbIINE TPYIHOCTH
U JIAJIEKO HE BCET/a MOJIHOCThIO HOPMAJIM3YeT HapyleHus: ooMeHa. OTcro1a CTaHOBUTCS
OUYEBUIHOM OOJIbIIAs 3HAYMMOCTh COAJJaHCUPOBAHHOTO MUTAHUS, KOTOPOE 3aKIIOYAETCS B
CHA0>KEHMH MUILEBBIMU BEUIECTBAMHU B KOJIMYECTBE U MPOMOPLHUIX, HEOOXOAUMBIX JIJIs
ONTUMAJIBHOIO Pa3BUTHUA TKaHEU. 3€Ch TaKKe CleAyeT IPUHUMATh BO BHUMAaHUE, YTO
NOTPEOHOCTH B TEX MJIM MHBIX MUIIEBBIX BEUIECTBAX SIBJISIETCS CJIEICTBUEM BOJIOLIUU.
Croiikas HeCIOCOOHOCTh BCEX )KMBOTHBIX M UEJIOBEKAa CUHTE3UPOBATH B CBOEM OpPraHu3Me
HE3aMEHUMbIE AMUHOKHCIIOTHI JIeJaeT X )KU3Hb YPE3BbIYAHO 3aBUCUMOM OT CHAOXKEHUS
numieil. OueHb Ba)KHO UMETH B BUJY, UTO MPU HACIIEACTBEHHBIX (DEPMEHTONMATHSIX
UMEIOIUNCA TeHETHYECKUH e(EeKT, M0 CYIIEeCTBY, JIOMAET yHACAeAOBaHHbIE U
3aKpENUBIIMECS B IBOJIIOIIUM OOMEHHbBIE MEXaHU3MBbI, KOTOPbIE B KOPHE MEHSIOT
MPUCTIOCOOUTENbHBIE BOBMOXXHOCTH OpPraHU3Ma K YCJIOBHSIM BHEITHEN U BHYTpEHHEN
cpensbl. [Ipu 3TOM ecTecTBeHHbIE KOMIIOHEHTHI MUILHU YK€ HEe 00J1aJ1al0T MOJIE3HBIMU
KauecTBaMU. B cBs3M ¢ 3TUM MpH JIEUEHUU TOW WU MHOU (DOPMBI HacNeCTBEHHBIX
HapyluieHui oOMeHa HEOOXOAMMO MPOBOAUTH 00JIe€ TOHKYIO, UCXOSALIYIO U3 IPUHIIUIIOB
cOaJIaHCUPOBAHHOTO MUTAHUS KOPPEKIUIO HE TOJIbKO KaKOH-JIM00 aMUHOKHUCIIOTHI, HO U
OPYTUX MUILEBBIX KOMIIOHEHTOB: YIJIEBOJOB, JKUPOB,
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MUHEPAJIbHBIX 2JIEMEHTOB U Jp. Takue MOMBITKHA yXKe MPeANPUHUMAIOTCS, HATPUMED TIPH
OKYV, xorna 0enKOBbINA THAPOIN3AT, JIUIICHHBINA (eHnIanannHa, oboramaercs
TUPO3UHOM M TpUNTO(PaHOM, a IPU TOMOIMUCTUHYPHUHU B OCTHYI0O METUOHUHOM JTUETY
n00aBISAIOT IUCTUH U T. TI.

Takum obpasom, o cinoBam akagemuka AMH CCCP A. A. IlokpoBckoro, «3agaya
7e4eOHOTO MTUTAHUSI CBOJAUTCS, MPEXKIE BCETO, K YCTAHOBICHUIO COOTBETCTBUS MEXKTY
HapyIIeHHBIMU ()EPMEHTHBIMH CUCTEMaMH OOJILHOT'O OpTaHU3Ma U XUMUYECKUMU
CTPYKTypaMH TTUIIN».

CoBpemMeHHOro Bpaua, paboTarolero B 001acTH MEIUIIMHCKOW FEHETUKHU, YKE HE
yCTpauBaeT MPEKHUN CTHIIb pabOThl 0JI0KA MUTAHUS, WU, HHAYE TOBOPS, KYXHHU.
OcHoBHas 3aj1aua Bpaua — HE MPOCTO HAKOPMHUTH OOJILHOTO, JIUIIL ObI OH OBLT CHIT.
Bpauy kpaiine BaxxHO, 4TOOBI 00JIBHOM MOJYYUI TOYHO CTOJIBKO ¥ TAKOT'O MUTAHUSA,
KOTOpOE Bpay CIEeUUAIBHO JJI HETO pacCUUTAIL.

Bpaua ceroanst He ycTpanBaeT CyObEKTUBHBINH KOHTPOJIb 32 3(PPEKTOM AUETHIECKOTO
JIeYEHUsI, €My HEOOXOIMMBbI TOYHBIC JTAHHBIE O COCTOSTHUY OOMEHa MPHU MPOBOIUMOM
JICYEHUH, T. €. PeUb UJIECT O OMOXUMHUYECKOM KOHTPOJIE 32 MUTAaHUEM.

CrnepnoBatelnbHO, 3aJI0T ycreXa JUETHUYECKOTO JICUEHHUSI B YETKO OPraHU30BaHHOMN
CITy>KOe TIMTaHus, B BHICOKOW KBaTu(UKAIIMU TTOBAPOB, TUETCECTEP U AUCTBpaUeH, OT
KOTOPBIX TPEOYyeTCs Takasi )K€ TOUHOCTb B JIO3UPOBKE MHUIIH, KAK U OT allTEYHbIX
PabOTHUKOB B IPUTOTOBJICHUHU JIEKAPCTB.

Peub uner o coznanum HaydYHOU JUETETUKH B JIeueOHOM yupexaeHuu. OIHaKo
3aBUCHUMOCTH Pa3BUTHSI METUIIMHCKON T€HETUKH OT IPYrux o0sacTei NesITeNbHOCTH
YeJI0BeKa ATUM HE McUepIibIBacTCsl. BO3HUKAIOT onpeieieHHbIE 3alIPOChI K MTUIIEBON
npombinieHHocTH. [Ipex e Bcero, 3To co31aHre HOBBIX JIEYEOHBIX MPOAYKTOB MTUTAHUS:
MaJIOOEIKOBBIX U O0ETHEHHBIX )KUPAMU U YTJIEBOJIaMH, OCJIIKOBBIX THIPOJIN3ATOB,
JIUIIIEHHBIX OTJEIbHBIX aMUHOKHUCIIOT U CaxapoB, U T. .

CoBepIlleHHO 0YE€BU/THO, YTO JaJbHEUIINN MPOrPecc B U3YUEHUU U JICYCHUU
HACJIEJICTBEHHBIX HAPYIICHUH 0OMEHa B 3HAYUTEILHON Mepe 3aBUCUT OT IITUPOTHI
HAay4YHOT'O TTOMCKA W BOBJICUYCHUS B HETO CIECIIMAIMCTOB Pa3HbIX 00JacTel 3HAaHUM.



INPOTI'HO3 TIOTOMCTBA

quOBCK 10 CBOEH npuponce J'IIO603HaTeHeH, CTO0 UHTCPCCYCT NPOIIJIOC U HACTOAIICC

1, KOHEeUHO, Oyayiiee. byayiee Bceraa 6su10 yaenom ¢gantactoB. Eie coBcem HeaBHO
MBI C HHTEpecOoM 3auuThiBasuCh [1Itoem BepHoMm, Temeps oTiaeM npeanouTeHue
CranucnaBy Jlemy. UenoBek Bcerja CTpEMHIICS Y3HATH CBOIO CYABOY U TTO3TOMY TPOSIBIISI
c1ab0CTh K XMPOMaHTHH, K CIIUPUTU3MY, K TaIaHHUIO Ha KapTaxX U Ha kKodeiHou rymie. C
MPEICKa3aHUSIMH CYIbOBI CBSI3aHO MHOTO TPAaru4eCKUX M 3a0aBHBIX CUTYAIIHH.

OpHako, €cJii TOBOPUTH CEPhE3HO, B JIFOOOH CEMbE MOT'YT BO3ZHUKATh TAKHE MOJIOKCHUS,
KOT'/Ia JICHCTBUTEILHO HHTEPECYET OyAyIee U KOT1a HEOOX0AUMO MOTYYUTh TOUHBIH
otBeT. Kakue e 310 cutyanuu? [Ipexae Bcero, B ceMbe HMEIOTCS POJCTBEHHUKH,
CTpaJaloliye To Ui nHOM GOpMOM HACIIEICTBEHHBIX 3a00JIEBAHUI, U CYNIPYTOB
WHTEPECYeT — KaKOBBI TapaHTUH POXKJICHHS 3J0pOBOTO peOeHKa. Bo3Mo)kHa cuTyarus,
KOT'/Ia POJTUTEIT UMENH HIIM UMEIOT peOCHKA ¢ TCHETHYECCKUM AeheKToM (Hampumep,
®KY), 1 ux uHTEpeCyeT, KaKOB PUCK MIOBTOPHOTO POXKICHHS O0BHOTO peOCHKA.
CynpyroB, HaXOISIIMXCS B POJICTBEHHOM Opake (IBOIOPOJIHBIC WIIM TPOIOPOIHBIC OpaT U
cecTpa), 0ECTIOKOUT, HE CKaXKETCsI JIM OJIM3KOE POJICTBO HA JIETAX, U T. II.

[ToMHMO OIIEHKH 3MITMPUYECKOTO PUCKA, Y POAMTENEH MOKET BOSHUKHYTh
HEO0OXOIMMOCTD TOJICIIUTHCS CBOUMH CTPaXxaMu M COMHCHHSIMU, HAUTH COYYBCTBUE U
MOJIJICPIKKY.

Ecnu y yenmoBeka BO3HUKIIN TaKUE BOIIPOCHI, TI€ KE U Y KOT'O OH MOXKET MOJIYIHTh
otBeT? Buaumo, y Bpada. OqHako JaJieko He KaKIIbIi Bpad B CHjIaX JIaTh TaKYIO
KOHCYJIbTanui0. O4eHb 4aCTO TaKUE BOIIPOCHI OCTAIOTCS 0€3 OTBETA MJIU K€ OTBET
0asupyeTcs TOJBKO Ha MAJIOOOOCHOBAaHHOM ONTHMH3ME — POXKANTE, MOJI, BCe OyIeT B
nopsiJIKe. A BAPYT Kak pa3 mopsijika v He Oyner? Bpau-mecCUMUCT TOXKE HE JTYUIIHMA
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COBETYMK B 3TOM JIEJINKATHOM BOIpoce. MpauHblid U POU3BOJIBHBIN MPOrHO3 MOMKET
MPUHECTH HE MEHbIIIE Bpe/ia, ueM Oe3yJepkHbIi onTuMusM. Crie1oBaTeNbHO, HY>KHA
KOHCYJIbTallMs crenuanucta. ['ne xe ero Hautu? B MeIMKO-reHeTHYEeCKON KOHCYJIbTalllH.
Takux yupexxJieHui enie HEMHOT0, HO OHM YK€ (PYHKIMOHUPYIOT B psAJie KPYITHBIX
ropoioB cTpassl. [1o cymiecTBy, 3T0 COBEpIIEHHO HOBAst (pOpMa METULIUHCKON MOMOIIH
HACEJICHUIO, HO OHA HE MOKET CYLIECTBOBATh CAMOCTOSITENIbHO, B OTPBIBE OT BCEM
CUCTEMBI 3/IpaBOOXpaHEHUs. DTO OOBACHSIETCS TEM, YTO MEIUKO-T€HETHUeCKast
KOHCYJIbTAIIUSI HEMbICTUMA 0€3 MpeABapUTENIbHON OCTAHOBKHU MPABHIIBHOTO IMAarHO3a.
N3 cBeneHnii, MOYEPIHYTHIX U3 NPEABIAYIIUX IJ1aB, YATATEIb, BUIUMO, IOMHUT O BCEX
TEX TPYJAHOCTSAX, KOTOPBIE CBSI3aHbl C CBOEBPEMEHHOW U MPABUIIBHON JTUArHOCTUKOMN
HACJIeICTBEHHBIX 3a00JieBaHM. B CBs3U ¢ 3TUM cuuTaeTcs, 4To 1Jsl TaKoH padoThI
HauOoJiee MPUroAeH Bpay, 00JagalouIuil KOMIUIEKCOM COBPEMEHHBIX T€HETUUYECKUX
3HAHUM, WM K€ ONBITHBIN Bpay B COAPYKECTBE C reHeTUKOM. [locTaHOBKa 1rarnosa
HacJeJICTBEHHOro 3a00JeBaHus TpedyeT OT Bpaua 0O0JIbLIOro AMana3oHa 3HaHui. Bpau-
TeHETHK J0J )KeH ObITh XOPOIIO OPUEHTUPOBAH B 0011Iel OMOJIOTMH U TEHETHKE, B
HMOPHUOJIOTUY U aKyIIEPCTBE, B IUTOJIOTMH U OMOXUMHUH, B MUKPOOUOJIOTUH U
MMMYHOJIOTHH.

Hepenkas cutyauusi: poguTeNnu yAUBICHbl — KOHCYJIbTAaHT CUUTAET, YTO y peOeHKa
HacJseacTBeHHoe 3aboieBanue. «HacnencTBennoe 3a0oseBanue? — HEA0YMEBAIOT
ponutenn.— Y Hac B poAy TakuX He ObLI10». JleMcTBUTENbHO, Cpeln JTI0JeH, HE UMEIOLTUX
CIIEHHUAJIBHBIX MEAULIUHCKNUX 3HAHUH, CYILIECTBYET MPEACTABIEHUE O TOM, YTO
HacJe/ICTBEeHHbIE 3a001eBaHusl — 3TO 00JIE3HU, KOTOphIE 0053aTeIbHO OOHAPYKUBAIOTCS
y MHOTHX WIEHOB O1HOU cembu. Ho 3TO He Beceraa tak. [Ipexzae Bcero, HE Bce ceMENHBIE
3a0osieBaHus OBIBAIOT HACJIEICTBEHHBIMU. B Tex ciiydasix, Korja Ha 4JeHOB OJHOU CeMbH
JEUCTBYET OAMH U TOT e HeOJaronpusATHbIN (akTop BHEIIHEH cpebl, MOI'YT BO3ZHUKATh
OJIHOTHIHBIE paccTpoicTa. [IpeacTaBpTe cebe Takoil BapUaHT, YTO B CUITY CIOKUBIIMXCS
YCJIOBH B IUIIE YWIEHOB OJTHOW CEMbU MMEETCS HEIOCTATOK BUTAMUHOB, HAIIPUMED
ButamuHa C. SIBnenust aBuramuuo3a C uwiH 1blHra OyIeT ONpenensaThes Y BCeX, HO B
MOSIBJICHUH 3TOT0 3a00J€BaHuUsI HACIEACTBEHHBIN QakTop He urpaet poau. [lpu
O0OHapy’>KEHUHU CITy4aeB CEIMKO3a B IIAXTEPCKOIM ceMbe HAJ0 UCKATh PUUYUHY B
OJIMHAKOBBIX YCIIOBUSIX BPEIHOIO JJIs 3J0POBbsI UEJIOBEKA ITPOU3BOJICTBA.
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YTo xe KacaeTcs UCTUHHO HaCJICACTBCHHBIX 3360HCB3HHﬁ, TO 34CCh CIICAYCT
INPUHUMATb BO BHUMAHUC CYHICCTBOBAHHC PA3HBIX THIIOB IICPCaAaYN HACICIACTBCHHBIX

)IC(bCKTOB. HpI/I 3HAaKOMCTBC C pOJIOCJIOBHOﬁ 0O0JIBHOTO C HaCJICACTBCHHBIM 3a00JIEeBaHUEM

MOXHO OOHAPYXUTh MHOT'O OJTHOTHITHBIX PAaCCTPOUCTB B CEMbE WM K€, HA000POT,
MOJTHOE X OTCYTCTBUE, KITPOCKOKHM» B TIOKOJICHUSX U Ap. [aBaiite monpoOyem

pazo0paThCs B HEKOTOPHIX BapHAHTaX HACIIEIOBAHMUS.

O€HKa reTepOo3UroTeH, T. €. OJHa MOJOBUHA €T0 MOJIOBBIX KJIETOK (TaMeT)

COACPKUT HOPMAJILHBIC, a Apyrasd NOJIOBUHA — HCHOPMAJIBHBIC I'CHLI. 3JICCB CICOAyCT

pOIUTENEN pE

Jlomunanmuolti mun Haciedoanus. ITOT TUIl HACJIEIOBaHUS Han0oJiee COOTBETCTBYET
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CYILIECTBYIOIIHUM Yy OOJIBIIMHCTBA JIIOJICH MPEICTABICHUSAM, TaK KaK MIPU3HAK NepeaaeTCs
peOeHKy HEeMOCPEeACTBEHHO OT poauTenei. [Ipu 3ToM coBepiIeHHO 04€BUAHO, YTO OJMH U3
YUTATEJII0 UMETh B BUJY, YTO T€TEPO3UTOT MO JOMHUHAHTHOMY aHOMAaJIbHOMY T'€HY HE
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OTE

(v

ACTCHU HACJICAYCT HOPpMAJIbHBIN

MO>KET OBITH 3A0POBBIM YCIIOBCKOM. N3 storo BBITCKACT, YTO monoBuHa POAUBIIUXCA

: 1 (puc. 12).

Ecnu >xe onuH U3 poauTenei BaseTcs TOMO3UTOTHBIM 110 JJOMUHAHTHOMY OOJILHOMY
reHy, TO BCE €ro raMeThl OYAyT COAepKaTh ATOT aHOMaJIbHBINA reH. B aToM ciydae Bce

ACTU B CCMbBC ITIOJIYyYaT B HACICACTBO «OONBHOMY T'eH U 6y21yT 6OJIBHBI,

poauTeb 310poB (puc. 13).

, @ Ipyrasi 0JIOBUHA HEHOPMAaJIbHBIHN («OOJILHONY) T'eH, T. €

COOTHOIIIEHHE OOJIbHBIX U 3I0POBBIX OYJET COCTABIATH 1

(v

XOTA BTOPOU

B >xu3HU MOKET OBITH M TaKast CUuTyanu:1, Koraa B 6pa1< BCTYIIAIOT IBA I'CTCPO3UTOTA 110

JOMHHAHTHOMY TeHy (puc. 14).

B takoM Opake KaxkJblil 4eTBEepThIi peOeHOK AOKEH ObITh 3J0POBBIM, a TPOE

OOJIbHBIMU.

oeJble

b

[To fOMHUHAHTHOMY THUITY HACJEAYIOTCS pa3HOOOpa3HbIC MPU3HAKKU U OOJIE3HH,

HallpuMCp, MCPCTUCTBIC BOJIOCHI
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NETWU BOMbHbLI
BrickasbiBaeTcs, HanpuMep, MpeanoaoKeHue,

Puc. 14.
YTO OJIMH U3 aMEPHKAHCKHUX NPe3uAcHTOB ABpaam JIMHKOJIBH CTpaaall STUM

(V)

, MHOTOTIAJIOCTh, KypUHas CIENoTa, Kaperia3ocTs. B kauecTse
CEPJIEYHOCOCYAUCTHIMU PACCTPONUCTBAMH.

pUMepa MOXKHO NMpuBecTU 00Jie3Hh Map@daHa ¢ TOMUHAHTHBIM TUIIOM HACJIEIOBAHUS

PEBEHOK
340P0OB

CKEJIETHBIMHU Jle(popMausiMu, HapyIIEHUEM 3PEHUS U3-3a MO/IBBIBUXA XPYCTAIMKOB TJ1a3 U
86

3aboneBanueM. [Ipu u3yueHun ero reHeajoruueckoro ApeBa ObUTH 0OHAPYKESHBI

XapaKTepu3yeTcs TpeMs IIaBHbIMU CUMIITOMAMHU: BBICOKMM POCTOM B COYETaHUH CO
HECKOJIbKO YeJIOBEK, UMEBIIMX CUMIITOMBI Oosie3Hn Mapdana.

(puc. 15). Ilpu sToM 3abosieBaHNH, KaK MIPaBUIIO, OOJIEH OJUH U3 poAuTeseH, u 00JIe3Hb
HacleayeTcs o BepTukaiu (0oyieH peOeHOK, OTell, Ae, pajae u T. 11.). 3abojeBaHue

JIOKOHBI, KOPpOTKOIIAJIOCTb



MYXYUHLI U XMEHIWWHBI,
CTPAOARIKME BONE3HbLIO
MAP®AHA

Puc. 15

Jlpyrum puMepoM HaCJIeICTBEHHOTO 3a00I€BaHHS C TJOMHUHAHTHBIM TUIIOM TIE€peIadn
MOKeT ObITh Pochar-aradeT, 00yCIOBICHHBIA HETYBCTBUTEIHHOCTHIO K BUTaMUHY D.
Ot0 3200JIeBaHNE IO CBOMM KIIMHHYECKHUM IMPOSBICHUSIM OUEHB TIOXO0XKE Ha CUMITTOMBI
OOBIYHOTO paxWTa, CBI3aHHOTO C HEJJOCTATOYHOCTHIO B OpraHu3Me pebeHka puramuHa D.
docdar-nrabeT B OTIIMYUE OT TUIIOBUTAMIHO3a D He moaaeTcst ISYCHUI0 OOBIYHBIMU
J03aMH 3TOTO BUTaMHHA, YTO MPUBOJIUT K UCKPUBJIICHUIO HIYKHUX KOHEYHOCTEH Y
peOeHKa, U3MEHEHUIO €T0 MOXOKH.

Takum 00pa3oM, Koraa B MEAMKO-TEHETUYECKYI0 KOHCYIIBTALUIO 0Oparaercs: 601bHON
WJIA €T0 POJUTEIH, Bpad UCXOIUT, MPEXK/IC BCEro, U3 JUArHo3a 3a00JeBaHUs U TUIIA €TO
HacnenoBaHus. OH T0JDKEeH MpeaocTepedb, €Cld, 0IMYCTUM, O0JIEH OJUH U3 CYIPYTOB, O
pucke (50%) poxxaeHust 60JbHOTO peOeHKa WM K€ MPEIOCTEPEUb KEHIIUHY OT
BCTYIUICHUS M Opak ¢ My»XYHWHOM, IMEIOIIUM HaClIeJICTBEHHOE 3a00JICBaHHUE C
JOMUHAHTHBIM THIIOM TIEPEIauH.
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CoBepllleHHO UHOM XO0J1 MBICIICH BO3HUKAET Y KOHCYJIbTaHTA, KOTAa PeUb UJIET O
HACJIEJICTBEHHBIX 3a00JIEBAHUSAX C PEIICCCUBHBIM TUIIOM TiepeAaadu. MiMeHHO B 3THUX
ClIy4asiX y poAuTesield BO3HUKAET HEJJOYMEHHUE O HACJIEICTBEHHOM XapaKTepe
3a00JIeBaHUIl — HU Y KOT'0 B POy TaKoro 3abojeBaHus He ObLIO!

IIpu peyeccusnvix nacnreocmeennvix 3a0071€BaHUAX HOPMAJIbHBIN aNIebHBINA T'eH
SIBJISICTCSL IOMUHAHTHBIM, U HE TIPOUCXOAUT U3MEHEHUS (PEHOTHIA, T. €. peUb UJIET O
BHEIIHE 3JIOPOBOM T'€TEPO3UTOTE 10 peliecCUBHOMY reHy. Clie1oBaTeNbHO, €CIIU Y
pebeHKa HacjaeICTBeHHOE 3a001eBaHUE C PELIECCUBHBIM TUIIOM NIEpeIayu, To 00a ero
POAMTEIISI XOTS U 3I0POBBI, HO SIBJISIOTCS HOCUTEISIMU MAaTOJ0TH4ecKoro reHa. Ha cxeme
ATO BBITJISIUT Tak (puc. 16).

CTaHOBUTCS OYEBUIHBIM, YTO B Opake ABYX reTepO3UroTOB MO OJTHOMY U TOMY Ke
PEILeCCUBHOMY T€HY MOXET POJIUTHCS OJMH OOJIbHOW peOeHOK U Tpoe 310poBhIX. [Ipudyem
U3 TPEX 3I0POBBIX JBOE JOJDKHBI OBITh, KaK U POJIUTEIIN, HOCUTEISIMH TOTO K€ 00JIBHOTO
reHa (T. €. rerepo3uroTsl). [Ipu TakoMm THIe HacIeOBaHUS B OTJIMYKE OT JOMHUHAHTHOT'O
MO>KET HaOJII0JaThCsl «IEPECKOK» uepe3 MOKOJIeHUs. B ceMbsX, Tie CylecTByIOT
pelecCUBHBIE aHOMAINHU, OCOOCHHO OMACHBI OJIM3KOPOJICTBEHHBIE Opaku, TaKk Kak MHOTHE
POJICTBEHHUKH MOT'YT OBITh T€TEPO3UTOTHBIMH CKPBITBIMU HOCUTEISIMU. [Ipu aTOM MOXKET
CO3/IaThCS TaKas CUTYaIlMs, KaK B M30JIATaX, KOTJa B CHIIy YBEJIMUEHHOTO YUCIa
TETEPO3UTOT PE3KO BO3PACTACT PUCK OPAKOB MEKy HUMU U TMOSBICHUE TOMO3UTOT
(6ompHBIX neTei). OueHb BaXXHO TaK)KE€ UMETh B BUIY, UTO MPH BCTYIUICHUHU B Opak
OOJIBHBIX C PELIECCUBHOM aHOMaJueH (T. €. TOMO3UIOT) BCE UX JIETH HACIEeAyI0T O0JIe3Hb
POIUTENEN.

B kadecTBe npruMepa periecCCUBHOIO HACJI€ICTBEHHOTO 3a00J1€BaHUsI MOKHO MTPUBECTU
POJIOCIIOBHYIO OOJIBHOT'O C TOMOLMCTHHYpHEH (HacleACTBEHHOE HapyIIeHHEe OOMeHa
aMUHOKHUCIOTH MeTHOHMHA). [Ipu ol1eHKe 3TON POIOCIOBHOM OpocaeTcs B I1asza, Mpexkiae
BCETO TO, 4TO 3a00JIEBaHME HACIEAYeTCs KaK Obl 0 TOPU3OHTANIM, @ HE M0 BEPTUKAIIH, KaK
MIpU JOMUHAHTHOM THIIE.

[Ipu onpenesieHu COCTOSIHUS 3I0POBbS IOTOMCTBA BpauyoM IIPUHUMAETCS TAaKXKE BO
BHUMAaHHE, YTO y 4YeloBeKa 0K010 60 reHOB HacyeIyeTcs B CBSA3H C MOJOBOU X-
XpOMOCOMO¥H (TIpU3HAKH, CLICTUICHHBIE ¢ 1oJIoM). Kiaccuueckum nmpumepom
HaCJIeJICTBEHHBIX 3a00JI€BaHUH, CIICTIJICHHBIX C TOJIOM, Y YeJI0OBEKa SIBISIOTCS reMO(uIus
(HemocTaTouHasi CBEPTHIBAEMOCTb KPOBH),
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romMo3unroT

, IIpHU KOTOpOﬁ YCJIIOBCK HC OT/INYACT 3CJIICHBIM IBCT OT

rEHA
Puc. 16.

KAK POAUTENW)
XapaKTCpHaAs TOJIBKO IJISI MY>KCKOTO I10J14, I[C(i)CKT CBOUX

XpPOMOCOM, a K MY>KCKOMY 1oj1y — XV -
reHoB OyJIeT nepeaaBaTh TOJIBKO M0 MY>KCKOM JIMHUU: ¥Y-XpOMOCOMa MEPEXOIUT OT OTHA

PEBEHOK 370POB,
HO HOCWUTENL
"BONbHOIO"

(

PEBEHOK
3/10P0OB

Il Tor0 4TOOBI OBII MOHATCH MEXaHW3M HACJICOBAHHS TAKOI'O THUIIA OOJIC3HEH,
HEO0OXO0MMO BCIIOMHUTH, YTO NMPUHAIJICKHOCTD K )KEHCKOMY T0JTy 00yCIIOBJICHA

HAIMYUEM JBYX MOJIOBBIX XX-
N3BecTHO, 4TO Y-XpOoMocoma,

KpPacHOT0), MbILIIEYHAs] AUCTPOPUS U Ap.
89
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K CbIHY, MUHY$ JJ04b. UTO K€ KacaeTcsl Hacjiel0BaHus X-XpOMOOOM, TO JJIsi YUTaTes
JOJIKHO OBITh OYEBUHBIM, UTO X-XpOMOCOMA MEPEXOAUT OT OJJHOTO T0JIa K IPYTroMy.

[{BeToBas cnenoTa, Uiu AATBTOHU3M,— 3a00JIeBaHNE, TABHO U3BECTHOE B MEUIIMHE.
Bpauu Hepenko HaOmoAaIM JT101ei-1aIbTOHUKOB, 3HAJIA 00 0COOCHHOCTSAX HACJIEeI0BaHUS
aTOrO NepexTa 3peHusl.

Yurarenb, BUIUMO, YKe 00OpaTHIl BHUMaHHUE, YTO KOTJIa Peub UJET O MOTHOCTHIO
JOMHHAHTHBIX WJIM PEIIECCUBHBIX Je(eKTax, a Takke 0 00Ie3HsX, CBI3aHHbBIX C X-
XpOMOCOMOM, PUCK BOZHUKHOBEHUS] aHAJIOTMYHOTO 3a00JIEBaHUS B CEMbE COCTABIISCT MPU
JTOMUHAHTHOM THIIE HaciegoBanus 50%, npu pereccuBHOM — 25%, a MPHU CIEIIIIEHHOM C
M0JIOM — 0OJIE3Hb HACIIEYETCS MOJIOBUHOM CHIHOBEN, MAaTh KOTOPBIX ABIISIETCS CKPHITON
HOCHUTEJIbHULIEH 00JIe3HHU.

Bo03MOXHOCTH MeIMKO-T€HETUYECKON TTOMOIIY HACEICHUIO ATUM HE OrPAHUYMBAIOTCSI.

Bepuemcs k 6one3nu JlayHa, uian tpucomuu no 21-it xpomocome. 1o 3a001eBaHuE
BcTpedaeTcst otHocuTeNbHO yacTo (1:600, 1:1000 HOBOPOKIEHHBIX ), COMPOBOXKIAETCSA
3HAYUTEIBHOM OTCTANOCTBIO IETEH B ICUXUYECKOM U (PU3UUYECKOM Pa3BUTUU. MOXKET U Yy
ponuteneil, yke UMEIouux pedeHka ¢ 3TUM 3a00JIeBaHUEM, COXPAHUTHCS MEUTA U
HaJeK/a B MOCJIENYIOIIEM POIUTh 310poBoro pedenka? Koneuno! CymiecTByer m cTpax
nepei BO3MOKHBIM TOBTOPHBIM POKIEHHEM peOeHKa C HACIIEACTBEHHBIM 3a00JIeBaHUEM ?
OO6b1yHO, 2. B 3TOi cuTyaliuu Hy>kHa MOMOIIb reHeTHKa. B HacTosee Bpems Bpau-
IeHeTHK MOXET JJaTh YeTKUM oTBeT. bone3ns JlayHa cyiiecTByeT B AByX BapuaHTax. B
TOM clly4ae, eciii 00Jie3Hb BbI3BaHa JIMIIHEH XpoMocomoii (47 BMecTo 46 B HOpME), pedb
UJET O peryisipHom cunapome Jlayna. Ecnu sxe numinss xpomocoma 21 HaxonuTcs B
TPaAHCJIOKALMH C IPYTrOl XpOMOCOMOH (T. €. UMEEeTCs MePexo/1i KaKoro-i1mdo yyacTka
XPOMOCOMBI K IPYrOi XpOMOCOME), TO TOBOPSIT O TPAHCIOKAMOHHOUN opme. N3BecTHO
Takxke, 94To y 90—94% O0nbHBIX JA€TEH pedb UAET O PETyIsIpHOil TpucoMuu 21 u TOIBKO
npubnau3utenbHo y 5% aeteit — o TpaHciokaluonHoi ¢popme. Perynspuas tpucomus 21
O0OBIYHO BO3HUKAET 3aHOBO. OO0 3TOM rOBOPHUT TOT (PAKT, YTO XPOMOCOMHBIN HAOOP Yy
ponuteseil 00bIYHO OKa3bIBaeTCs HOpMaJIbHBIM. MccienoBanus mokas3aiu, 4To MpU 3TOU
(dbopme 00sie3HN TOBTOPHBIN PUCK POXKIIEHUs peOeHKa ¢ CUHApOMOM JlayHa HUXKe, 4YeM
IIPU TPAHCIOKAIIMOHHON (pOopMe, U 3TO OUEHb BaAXKHO MPHU MEIUKO-T€HETHYECKOM
KOHCYJIbTHPOBAHUHU.
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Menuko-reHeTu4eCcKoe KOHCYJIbTUPOBAHUE IIPEYCMATPUBAET HE TOJILKO OKa3aHUe
KOHCYJIbTATUBHOM ITOMOILH HACEJICHUIO, BBIYUCIICHUE CTEIIEHU PUCKA ITIOBTOPHOIO
HACJIEICTBEHHOT' O Heayra. bosbiioe 3HaueHne NpuaaeTCs BbIBICHUIO TETEPO3UTOTHOTO
HOCUTENBCTBA Y TEX YIECHOB CEMbH, IJIe 00HApYKEHO peLieccuBHOeE 3aboneBanne. O4ueHb
Ba)KHO 3HATh, YTO BBISIBJICHUE T€TEPO3UTOTHOI'O HOCUTEIS 110 KAKOMY-TTUOO TSKEIOMY
peliecCUBHOMY 3a00JIEBAHUIO CaMO 110 ce0e He IIPECTaBIsSIET OMIACHOCTH, TaK KaK BCE
YeJIOBEYECTBO B CHIIY BOZHUKABIIUX MYTallUid HECET «OpeMsi FTEHETUUYECKOTO TPy3a».
['eTepo3UroTHBIE HOCUTENH, SIBISSACH 3/I0POBBIMHU JIFOJIbMU, MOT'YT BCTYyNaTh B Opak U
UMeTh JeTeil. EnnHCTBeHHAs! OMaCHOCTh — 3TO BCTYIUICHUE B OpaK C aHAJIOTMYHBIM
reTEPO3UTOTHBIM HOCUTEIIEM.

VY Bpaueu-reHeTUKOB UMEETCsl HEOTIIOKHAs 3a/1a4a — HAUTHU IPOCTHIC U TOCTYIIHBIE
METO/IbI BBISIBJICHHS TE€TEPO3UTOT. B CBOEM MOKCKE UCCIEN0BATEIN PYKOBOACTBYIOTCS
TEM, YTO y T€TEPO3UTOTHBIX HOCUTENIEH MOTYT OOHAPYKUBATHCS TE K€ U3MEHEHUS B
oOMeHe BEIIECTB, YTO U y O0JIBHOTO, HO B 3HAYUTEIBHO Ooiiee ciaboii crenenu. [loaromy
reTepO3UroTHOE HOCUTENIBCTBO MPHU HACJIEICTBEHHBIX HAPYIICHUSIX 0OMEHa BEUIECTB
OIIPENEISAETCS C MOMOIBIO HATPY3KM» TEM BEIIECTBOM, OOMEH KOTOPOTO B OPraHU3ME
HapyuieH. [Ipu 3Tom MoryT ObITH OTMEUEHBI 00Jiee BBICOKHE KOHIIEHTPALUU 3TOTO
BEIIECTBA B KPOBU, UEM Y 3JI0POBBIX JIIOJIEH, U O0JIee MEUIEHHOE BO3BpALlEHHE K HOPME.

MOXHO HE COMHEBATHCS, YTO MEPEUUCIICHHBIE BO3MOKHOCTHA MEAUKO-TE€HETUYECKUX
KOHCYJIBTALIUIA 3TUM HE UCUYEPIBIBAIOTCS. MBI CUUTAIA HEOOXOAUMBIM IMO3HAKOMUTH
TOJIBKO ¢ Hau0oJIee MPOCTHIMU U YK€ UCTIOIb3YEMBIMU B IPAKTUUYECKOM JESITEIIbHOCTH
METOIAMU.

Bce ckazanHOe 1aeT BO3MOKHOCTD 3aKJIIOYUTh, YTO JOCTUKEHUSI COBPEMEHHON HAYKU
MO3BOJISIIOT MOJIHOCTHIO MpeHeOpeyb ragaHueM Ha Ko elHo rylie U nepeiTy Ha
w1athopMy HayyHO 0OOCHOBAHHOT'O IIPOTHO3a C UCIOJB30BAaHUEM COBPEMEHHBIX
MareMaTtudeckux metonos. [Ipasaa, rnepen KOHCYJIbTaHTOM MOTYT BO3HUKATh CUTYyalllH, B
KOTOPBIX HE TaK IIPOCTO ONPEIEINUTD 3a00JIEBAaHNE U CTENIEHb PUCKA JIJIsl IOTOMCTBA. JTO
MOKET OBITh CBSI3aHO C MaJIOW MPOSIBISIEMOCTHIO I'eHa (TaK Ha3bIBAEMO
MEHETPAHTHOCTBHIO), KOT/1a JaXe IPU JOMUHAHTHOM THUIIE Nepeaadyn Kakoi-1uoo
KOHKPETHBIN M XapaKTepHBIN JJIs1 3TOro 3a00J1eBaHus IPU3HAK HE ONPeesaeTCs Uiu
MPOSBIIAETCS HEMOCTOSSHHO. KpoMe Toro, oJivH U TOT e AedeKT B OJHOU U TOH ke ceMbe
MOKET OBbITh BbI3BaH
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pPa3HBIMU TeHAMH (JIOMUHAHTHBIM M PEIIECCUBHBIM) WIIH SIBIIATHCS (heHOKOmueH (T. e.
HEHACJICACTBCHHBIM JIe(heKTOM). B 3THX CllydassX KOHCYJIbTaHTY MPUXOAUTCS
HCIIOJIB30BaTh 00JIee CIIOKHBIC IPUHITUIIBI pacyeTa.

HecMoTpst Ha MIUPOKOE UCIIONB30BAHUE B MTOCICAYIONIEM B MEIUIIMHCKOW TEHETUKE
METOJI0B JJaOOPATOPHOM TMATHOCTUKH, BaXKHAsI pOJIb T€HEATOTHYECKOT0 METo1a
coxpaHutcs. B To ke camoe BpeMs HEOOXO0MMO OTJIaBaTh C€0E€ OTUET B TOM, UTO C
Ka)KJIbIM TOJIOM IIPH COCTABJICHUH POJIOCIIOBHBIX Bpad OyJIET UCIIBLITHIBATH BCE OOJIBINIHE
TPYAHOCTH. B COBpEeMEHHBIX cellax, 0COOCHHO yIaJICHHBIX OT KPYITHBIX TOPOJIOB H
MMEIOIIUX CTaOWIbHOE HAceIeHUE, POJIOCIOBHAsL 00JILHOTO MOXKET OBITh cOOpaHa 0osiee
4eM B TPEX, YEThIPEX, MATH U JIaKe BOCbMH IMOKOJICHUAX. B TO ke Bpems JItoIu,
MIPOYKUBAIOIIIME B KPYITHBIX HHIYCTPHAIBHBIX TOPOAaX U HEPEAKO MPUEXABIITUE U3 Pa3HBIX
YTOJIKOB HAIIICH BEJIMKOW CTpaHbl, UMCIOT CBEACHHS HE 00JIee YeM O TPeX MOKOJEHHUIX
CBOCH ceMbH. B CBS3M C 3TUM y4YCHBIC MHOTHX CTPAaH PaTYIOT 3a CO3/IaHUE B MEJIUKO-
TCHETHYECKHUX IEHTPaX CICIHABHBIX KapTOUYeK- IePPOKAPT, B KOTOPBIX MOTYT OBITh
OTpakeHBI TUATHO3 O0JBHOT0, €r0 POJOCIOBHAS C YKa3aHUEM JeBUYbel (DaMHIIN MaTepu
1 6a0y1iek OOJILHOTO, COCTOSIHUE 3/I0POBBS OIMKAUIITUX POJACTBEHHUKOB. Takas cucrema
ydeTa HaCJICACTBCHHBIX 3a00JIEBaHUI OTKPOET IIMPOKHUE MEPCIICKTHBBI JIJIS YCIICITHOM
pabOThl MEIMKO-TEHETHYCCKOM CITY>KOBI B 001IIel cucTeMe 31paBooXpaHeHus. OTBIT
CO3JaHMS TAKOTO POjia KapTOTEK (F€HETUICCKUX PETUCTPOB) V)K€ HMEETCS B TAKUX
cTpaHax, Kak Jlanusa, Hopserus, [lIsenusa u llsennapus.

[TonkmroueHne B OyAyIIeM TaKOro apXuBa — TeHO(OHIa OMYIISIUN K
aBTOMAaTU3WPOBAHHOM CHCTEME YIIPABJICHUS MO3BOJIMT OBICTPO MOJYyYaTh IMOJTHOIICHHBIC U
JOCTOBEPHBIC CBEJICHHS O OOJIbHBIX, UX POJHBIX, POJACTBEHHBIX CBS3SIX MEKITY
0JTHO(aMHJTBIIAMHU, BEIYHCIIATH CTEIICHD PUCKA, OCYIIECCTBIATh JOOPAYHYIO MEIHKO-
T€HETUYECKYIO KOHCYJIBTAIUI0 1 MHOTOE JIPYTOe€.

Ouenb T1000NBITHO, UTO TIPU TOCTAHOBKE 3aJ1a4 UCCIIeI0BATEb OYCHb YacTO HE
MOJ03peBaeT, KaKUe HEOXKUTaHHBIE BOIIPOCHI MOTPEOYIOT CBOETO PEIICHUS B Mpoliecce
ucnoyiHeHus. HaunHas paboTy Mo cO3aHUI0 MEIUKO-TCHETHIECKOM CITY>KObI, OCHOBHBIC
yCcHIHs ObUTH HaIlpaBJICHBI HA pa3pabd0TKy METOAO0B IUarHOCTUKHU HACJICICTBEHHBIX
3a0oisieBanmii. M 310 Ka3anock riraBHBEIM. OTHAKO BBIIBJICHHUE OOJBbHBIX M BO3MOKHOCTH
PO HIIAKTUKN HEKOTOPBIX T€HETHICCKHA 00YCIOBICHHBIX 1e(PEKTOB MOCTABUIIH TTEPE]T
BpPa4OM-TCHETHKOM Maccy
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HE MEHEee CJI0KHBIX BOIIPOCOB (hHI0CO(DCKOTO, MOPATEHO-3THYECKOTO U IOPUIUICCKOTO
mwiaHa. [Ipexae Bcero, 3To MopajibHasi OTBETCTBEHHOCTh KOHCYJIBTAHTA MPHU ONPEICICHUN
CTCTICHU TIOBTOPHOTO prcKa. Beb ommoka — 3T0 BO3MOXKHOE MTOBTOPEHHUE HECYACThs B
cembe. M coBeT KOHCYJIBTaHTA BO3ACPIKATHCS OT MPOAOHKCHHUS POJIa, PCKOMCH TAIIHSI
WCITOJIb30BaHUS TTPOTUBO3a4aTOYHBIX CPENICTB, abopToB. Kakas nomkHa OBITh
000CHOBaHHOCTH TAKOTO PEIICHUS, KAKOB JIOJDKCH OBITh MPEIBAPUTEIIHLHBIN aHATN3
POJIOCIIOBHOM OOJBHOTO, KITMHUYCCKON KapTUHBI 3a00JICBaHUs, PE3YJIBTaTOB
CIEIMABHOTO0 JJA0OpaTOPHOTO 00cIeI0BaHus! A B Ciiydasx BHyTPUYTPOOHOM
JTUATHOCTUKH HACJIECACTBEHHOTO 3a00JICBaHUS Y 11012 C TOMOIIBIO aMHHOIICHTE3a pa3Be
HE BO3HUKACT COCTOSHUE YPE3BBIYAHON OTBETCTBEHHOCTH 3a JaHHBIC PEKOMCH AN ?
Korma MOHO 0TKa3aTh B )KHU3HHU YK€ pa3BUBAIOIIEMYCS B yTpoOe MaTepu peoeHKy? B Tex
CIIy4asiX, KOrjia pe4yb UIET O XPOMOCOMHBIX JIe(PeKTax, COMPOBOXKTAIONTUXCS TSHKEIIOM
WHBAJUIHOCTHIO, IPUHATH PEIICHUE, BEPOSTHO, JICTUYE M JIJI MATEPH, U JUISI KOHCYJIbTaHTA.
A B TakHX ciTy4asx, Kak, Hal[puMmep, reMopuiIns, Korjaa peOeHOK OyIeT BO Bcex
OTHOIIICHUAX 3JI0POBBIM, HO TOJIBKO C J€()EKTOM B CHCTEME CBEPThIBAHUS KPOBH, TJIC
HAWTH KPUTEPHA JIJI IPABMWIIBHOTO perieHus? Bee 3Tu m MHOTHE JpYTUe BOPOCHl —
IporpaMma Jiis HacTOSIIMX U OYyIIUX UCCIICTOBaHUM.

YcnenrHas paboTa MEAUMKO-TEHETUICCKUX YIPEIKICHUN HAXOIUTCS B MIPSAMOI
3aBUCUMOCTH HE TOJIPKO OT BO3MOXXHOCTEH COBPEMEHHON HAyKH, HO M OT JCSITCIIBHOCTH
MPAKTUYCCKUX JICUCOHBIX YUPEIKICHHM, a TAK)KE OT KaXKI0T0 yenoBeka. He Toipko Bpauy
CJIeyeT IIOMHUTH O BO3MOXXHOCTH BO3HUKHOBEHHSI HACIICJICTBEHHBIX 3a001eBanuii. O0
9TOM JIOJDKEH 3HATh KakIbIi. Kakue jxe moBoabl MOTYT OBITh ISl OOPAICHUS 32 MEIUKO-
reHeTHYECKOW KOoHCyIbTaruei? [Ipexe Bcero Halmuue B ceMbe OOJIBHBIX C
HACJICJICTBCHHBIMHU JIe(DEKTaMH, OJTHOTHUITHOCTH IMPOSBJICHUS TEX WM UHBIX PACCTPONCTB B
CEMbE, POXKACHHUE JICTCH ¢ YMCTBEHHOM MM (PH3UIECKOM OTCTAIOCThIO, C TOPOKAMHU
pa3BHUTHS HEPBHOW CUCTEMBI, IJ1a3 U JAp. MeIuKO-TeHETUUECKOe KOHCYIbTUPOBAHNE
11EJIECO00Pa3HO U B CIydasX XPOHUYCCKUX, HE MOIAIONTUXCS OOIICTIPUHATOMY JICUYCHUTO
3a00JIEBaHUM.

Bce ckasannoe mo3BoIsSET 3aKII0YNATE, YTO MEIUKO-TEHETHUECKAs [IOMOIIb HACEJIEHUIO
HEe0OX0IMMa, OHA SBJISICTCS MOIIHBIM OPYKHEM HACTYIUICHHUS Ha HACJICICTBEHHBIC
3a001€BaHMs YEJIOBEKA.
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['eneTnka Kak Hayka eile 04eHb MOJI0JIa — e opuIUaNIbHBIN o poxkaeHus 1900.
MenuIMHCKYI0 TeHETUKY BOOOIIe MOYKHO CUNTATh MJIaJICHIIEM, KOTOPBIN MMOJaeT
HaJIeKIbI Ha Oy/IyIiee, HO JIJIsi CTAHOBIICHHMSI, KOTOPOT'O HYXKHBI BpeMs U 3a00Ta
poauteneil. Tem He MeHee, ceiuac yxe SICHO, YTO MPOBOAUMBIE BO MHOTHX CTpaHaX U Y
Hac B CCCP uccnenoBaHus 1Mo BHEAPECHUIO TEHETUYECKUX METOIOB aHAJIN3a B MEUITUHY
OUYCHb MepcreKTUBHBI. OHU MO3BOJISIOT U3 O0IIEH MacChl 00JIE3HEH YeloBeKa BhIACIUTh
HACJIEJICTBEHHO 00YCJIOBIICHHBIE PACCTPONCTBA, U3YYUTh UX OCOOEHHOCTH, BCKPHITh
MPUYMHBI HACTYNUBIINX AS()EKTOB 3I0POBbS U MOI00PATh KIIOUN K UX KOPPEKITUH.
Brenpenne MeTo10B TeHETHYECKOT0 aHAJIN3a B JIeueOHbIE yUpexaeHUs OyaAeT
COTIPOBOKIATHCSI MOJICPHHU3ALIUEH JTa0OpaTOPHOU CITYKOBbI, TPUBIICYEHUEM CIIOKHBIX
OMOXMMHUYECKUX, UMMYHOJIOTUUECKUX, [IATOTCHETUUECKUX U APYTUX METOJ0B. ITO, B
CBOIO OYEpEe/ib, OBJICUET 3a COOOM MOBBINICHUE CIIEIUAILHON KBaTu(UKAIMKN Bpadei,
pacuimpeHye 3HaHUu| B 00J1aCTH IPUKJIAIHBIX K MEIUIIMHE HAYK: OOIIeH TeHETUKH,
OMOXMMHUYECKON T€HETUKH, UMMYHOT€HETHKH, (PapMaKOTEHETUKH U JIP.

Brenpenne B MeIUIIMHY METOJIOB T€HETUUECKOTO aHalii3a CAeIaeT He0OX0AMMbIM
pelIeHre eJIoro psijia OPraHU3alMOHHBIX BOIIPOCOB: OTPAOOTKY CUCTEM MacCOBOTO
oOclieIoBaHMs HACETIEHHUS, CO3IaHue IIEHTPATU30BAaHHBIX OMOXUMUYECKHUX JIA00paTOPHA,
MEJIMKO-TEeHETUYECKUX IIEHTPOB U MEJIUKO-TEHETHUECKUX KOHCYJIbTAlUM, pa3paboTKy
MIPUHIIMIIOB JIEUEOHOTO MUTAHUS, CIICIIMATU3UPOBAHHON MEIUIIMHCKON TTOMOIIU OOJIbHBIM
U TIp.

CoBepIlIeHHO €CTeCTBEHHO, YTO CO3/IaHHE OCHOB MEUKO-T€HETUYECKOW MOMOIIH
HACEJICHUIO TOTpeOyeT ONpeAeICHHOTO BPEMEHH, HAKOTIJICHUS MPAKTUYECKOTO OIbITa U
€ro pa3HOCTOPOHHETo aHayin3a. Jlaxe B TeX CTpaHaX, IJie 3HAYUTEIILHO PaHbIlle HAYaUCh
MEJIMKO-TEHETUYECKHE UCCIICIOBAHMS U y)KE CYIIECTBYIOT MEIUKO-TeHETHYECKUE IICHTPBI
1 MEJIMKO-TeHETUUECKHE KOHCYJIBTAINH, IO CYIIECTBY, /10 CUX IMOP HET CTPOUHOM
CHUCTEMbI MEJIMKO-TEeHETUUECKOM CITY>KObI B 3/ipaBooxpaHeHuu. [loaTomy B mHTEpecax
CTAHOBJICHUS 3TOT'0 HOBOT'O M O€3 COMHEHUS TPYIHOTO JieJia 0O0JIbIIIOe 3HAUCHUE MOXKET
HMMETh OIIBIT IO CO3JJaHUIO Pa3HBbIX (OPM OpraHU3aIMU U BEIOOP Cpeiu HUX Haubosiee
MIPOCTOM, TOCTYMHOM U IKOHOMUYECKH 3P DexTrBHON. C TOUKH 3pSHMS HAIITUX
CETOJIHSIIITHUX MPEICTABICHUHN, B CUCTEMY MEIUKO-TCHETUYECKHUX LIEHTPOB
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JOJIKHBI BXOJIUTh TPU «KUTa»: KOHCYJIbTaTUBHAS MOJIUKIUHUKA C MEIUKO-T€HETHUECKOM
KOHCYJIbTALIMEH, IEHTPAIM30BaHHASL TOPOICKasi OMOXUMUYECKAs U LIUTOreHeThYecKas
nabopaTopusi, U CrieMaIn3upoBaHHas KIMHUKA.

B Hameit ctpane yzaensercst 00/1bll1oe BHUMaHUE Pa3BUTHIO METULIIMHCKONW F€HETUKH.
Vaxe Heckousbko JieT pyHkuuonupyetr Mucruryt meaunuackoi reauetuku AMH CCCP,
pykoBoauMbii wiieHoM-koppecnionaeHTom AMH CCCP npodeccopom H. I1. BoukoBbiMm.
HacnencrBennbie 00Jie3HN HEPBHOM CUCTEMBI JJABHO M YCIEITHO U3y4YaloTCs YIC€HOM-
koppecnionaeaToM AMH CCCP npodeccopom E. ®. /laBunenkoBoii B Jlenunrpaae u
npodeccopom P. A. TkaueBsiM B MockBe. ABTOPOM HECKOIBKUX MOHOTpaduil o
KIIMHUYECKON TeHETHUKE SIBJISETCS U3BECTHBIN reHeTuk npodeccop B. I1. Dpponumcon u
IpyTHe.

BoABIIMHCTBO YUEHBIX €IMHOAYIIHBI B TOM, YTO U3yYEHUE HACJIEACTBEHHOM MaTONIOr MU
y 4eJoBeKa JOJIKHO HAYMHATHCS C MEPBhIX JHEN NosiBIeHUs peOeHka Ha cBeT. imeHHo
MIOATOMY BEJIMKA POJIb MIEAUATPOB B CTAHOBIICHUN MEAULIMHCKON TeHeTUKH. [lepBas
MoHorpadus 0 HacJIeICTBEHHbIX 3a00JeBaHMsIX y ieTel Bbiia B cBeT B 1970 1. u crana
HACTOJIBHOM KHHUTOMU JieTckoro Bpada. Ee aBTopsl npodeccopa JI. O. banansan, B. A.
Ta6onun u 0. E. BenbTuiieB BHECI CONMIHBIN BKJIAJ] IO BHEAPEHUIO FT€HETUYECKOTO
aHaJIu3a B NEJUATPHIO.

EcTb Bce 0CHOBaHMSI HAIESIThCS, UTO B OJIMKANIINE TOAbl MbI OyZeM OYeBUILIAMU
3HAUYUTEJILHOTO IPOTPeECCa MEIUIIMHCKON F€HETHKHU.
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