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HACNEOCTBEHHbLIE EONE3HN YEJTOBEKA

HypduHoea Jlunusi - cmydeHmka 1 kypca ®BM
Pykosodumenb: doyeHm, K.6.H. CriupuHa E.B.

3aKoHbI reHETUKN YHUBEpPCanbHbl U MPUMEHNMBI HE TONbKO K pacTeHu-
SIM MUINU XKMBOTHBIM, HO 1 K YenoBeky. OgHako B kayecTBe obbekTa nccneno-
BaHWS YErNoBeK OTNMYAETCSA OT APYIMX XKUBbIX cyLiecTB. C YeNoBEKOM Hefb-
351 MPOBOANTL Kakme-nmbo aKCnepuUMEHTarbHble CKPELUMBAHUS, @ Marovumc-
TNIEHHOCTb MOTOMCTBA, TPYAHOCTU B NOAGOPE YCIOBUIA KOHTPOSS, NPOAOITKU-
TemNbHbIA Nepros CMEHbI MOKONEHUI, CONMOCTaBUMbIA CO BpEMEHEM Habnto-
OEeHUS 1 CPOKOM XXMU3HWU YYEHOro, a Takke MHorue apyrve aktopbl 3aTpya-
HSOT anuaemMmnonorndeckme nccnegoBaHust. NosaTomy OCHOBHbIM Hanpasne-
HUEM B reHeTuKe YernoBeka siBngeTca uccnegosaHve monekyn, OHK, PHK,
OPYrux CTPYKTYp KneTok (MonekynsipHasi 6uonorvsi), XpoMocom (LuToreHe-
TuKa). N3yueHne n npodmnakTmka HacneacTBEHHbIX 6one3Hel Yenoseka —
npeameT Hayku, KOTopasi Ha3blBaeTCs MEeAULMHCKON FreHETUKOWN.

B 1956 r. 6bIn0 onpefeneHo, YTo B KNeTkax y YernoBeka cogepxutcs 46
XPOMOCOM, M3 HWUX 22 napbl ayTOCOMHbIX M oAHa napa nonosblix. C aTOro
BPEMEHU HAyarnocb TWaTenbHOEe M3y4YeHMe KapuoTune 4enoBeka, T.e. ero
cTaHgapTHOro Habopa XPOMOCOM.

YcnoBHO HacneacTBeHHble GoMne3Hn yenoBeka NnoapasgensiioT Ha ABe
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Puc. 11. Hopmaasunil xpomocosuni nabop (kapuorun) sysanunt TIpHuaTas iysme paiiis
XPOMOCOM HAMHHACTCH € CAMETX KPYTTHBIX 1l OKAaH9IIBACTCH CAMEIMI MeakinMi, a Gyeaann X m Y
OROFHAMEHR IOIOBRE X[HOMOCOME
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6onbLuMe rpynnbl B 3aBUCKMOCTN OT JIOKanu3aumu BbI3BaBLUMX UX MyTaLUN.
MyTaumm B NONoBbIX KreTkax NOpOXOalT COOCTBEHHO HacneacTBEHHble
6one3Hn. MyTaumm B cOMaTUYECKUX KINeTKax Bbi3bIBAlOT OMNyXOnn, CTapeHue,
HEeKOTOpble ayTOMMMYHHbIE, T.e. OBYCMOBIEHHbIE peakunsimMm caMmoro UMMy-
HUTeTa, 6one3Hn, a Takke BPOXKAEHHbIE NMOPOKN Pa3BUTUSI.

Cob6CcTBEHHO HacneacTBeHHble 6OonesHu nogpasfgensioT Ha reHHble,
CBSi3aHHble C HapYLLEHUSMW MONEKYNSIPHOWN CTPYKTYpPbl FEHOB, 1 XPOMOCOM-
Hble, KOTOpble BbI3bIBAOTCA HAPYLUEHUSIMU CTPYKTYPbl UMW YWUcCha XpOMO-
coMm. Tak HasbiBaemble MynbTudakTopuanbHble 3aboneBaHnsi pasBMBatoT-
Ccsl B pesynbTaTe B3avMOLENCTBUS FeHEeTUYECKUX (hakTOpoB (HECKOMbKMX
reHoB), pasnuuHbIX (hakTOPOB OKpYKatoLen cpeabl (XMMUYEeCKNX, paguauu-
OHHbIX 1 Ap.) 1 obpasa X13HU YenoBeka (KypeHue, ankorosb. NUTaHue ap.).

K HacTosiwemy BpemeHun nssectHo okono 10000 HacneacTBeHHbIX 6o-
nesHen yenoseka. [porpecc B MccneqoBaHMAX Mo NMOCTPOEHUIO KapTbl re-
HOMa u4enoBeka CTpeMuTenbHO O06aBnsieT B CMNWCOK W3BECTHBIX FeHHbIX
6onesHelnn orpoMHoe 4ucno 3aboneBaHuii. ATO CBSI3aHO C peanu3auuven B
TeyeHue nocrnegHux 15 net mexagyHapoaHon HaydYHowm nporpaMmmbl «eHom
Yyernoseka» NPOBOAUMON B MacluTabax, conocTaBuMblX ¢ paboTamu nNo cos-
AaHuio aToMHon 60MBbI M OCBOEHMIO SHEPTMM aToMa.

Mo gaHHBIM MeXayHapoAHbIX opraHu3auun K sHeapto 1999 r. cnucok
TOMbKO FeHHbIX BonesHen, nogvMHsaOWKMXCA 3akoHam MeHgensi, Hac4UTbl-
Ban 6onee 6565 kak OOMMHAHTHBLIX, Tak U PeELECCUBHbLIX 3aboneBaHuii ¢
YCTaHOBIEHHbIM MECTOMOMOXEHNEM FeHa Ha ayTOCOMHbLIX XpOMOCOMax W
357 X - cuenneHHbIx 3aboneBaHuin kpome Toro, n3sectHo Gonee 3000 3a-
6oneBaHW C HEN3BECTHBIM B HaCTOsILLIEe BPEMSI PACroNoXeHneM FoKyca.
O™ uundpbl yBenuuatca B BGnwkanwwme rodel, Tak Kak noka kapTMpoBaHO
Tonbko 10% reHoma Yenoseka, a OPUEHTUPOBOYHO obLLee KONMYecTBO re-
HOB Y YenoBeka coctaenset okoro 80 000.

MeHaenuvpytoLme 3aboneBaHusi BcTpedatoTes y 2,4% Bcex poXOeHHbIX
XvBbiMK AeTen (6e3 yueTa MepTBOPOXAEHNIA), XOTS OLEHKM 4acTOTbl BCTpe-
YaemMOoCTU AN MHOTMX KOHKPETHbIX HacneacTBEHHbIX 6onesHen noka Hems-
BECTHbl. B OUEHKM pacnpocTpaHeHHOCTU 3TuX 3aboneBaHWn He BKIOYalT
BCE HacneacTBeHHble POPMbl YMCTBEHHON OTCTanocTW, pacCTpoucTea no-
BeJeHNs, aHoManum uanyeckoro passuTus, 3peHnst U Cryxa u MHorue gpy-
rme nopoku. M3BecTHbl pasnuumsa B 4acToTe BCTPEYAeMOCTU HacreaCTBeH-
HblX BonesHer B NONyNAUMsAX, STHUYECKUX UNN PENUIMO3HBIX rpynnax, 0co-
6eHHO B yacToTe ayTOCOMHO-peLieccuBHbIX 3abonesanuii. MNpu atom ayTo-
COMHO-AOMMHaHTHbIe 3aboneBaHusl, cunbHee NoaBepralowmecs: AeNCTBMIO
oTbopa, BCTpeYalTCs C NPUMEPHO OOMHAKOBOMW YacToTOW B GOMbLUMHCTBE
nonynauui n obbIMHO BbI3BaHbI HOBLIMW MyTaLUSMM.

B cnyvae ayToOCOMHO-peLeCCHBHbIX 1 CLIENIEHHbIX C NOnoM 3abonesa-
HWUI BnNusiHe otbopa ropasgo mMeHee adPEKTMBHO, NOTOMY YTO BOMbLUNH-
CTBO MYTaHTHbIX F€HOB HaxoOATCsl B reTepo3vroTHoM cocTosHuu. o aTon
npuyMHe, ONsTb XXe B 3aBMCMMOCTM OT pa3MepoB MOMynsiuuMn, UCTOPUN U
HOpPM BOCMUTaHMWS, ayTOCOMHO-peLiecCBHblE 3aboneBaHusi MOTryT MOsiB-
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NATbCA C BbICOKOW 4aCTOTOW B HEKOTOPbIX U30MMPOBaHHbIX MOMYMALUSX,
3THUYECKUX UMW PENUTMO3HbIX rpynnax.

MHorvne 13 ayToCOMHO-PeLIECCUBHO Hacneayembix 0onesHen npuBoasT
K HapylweHuto obmeHa BewectB. [103TOMy MX 4acTo BbIAENSIOT M3 BCEX
MeHAenvpylLwmnx 3aboneBaHuin B OTAENbHyk rpynny OonesHelr o6meHa
BellecTB. Takne 60ne3Hn 06bIMHO BCTPEYAKOTCSt C HacTOTOM B CpeaHeM OT 1
0o 4 cnyyaeB Ha 100 Tbic. YyenoBek. PeHOTUNMYECKOE NPOSIBNIEHNE Gones-
Helt obMeHa BeLecTB 0ObIMHO CBSI3aHO C OTCYTCTBMEM UMW M3BLITKOM TOro
Unn nHoro G6enka — npoaykTta Guoxummnyeckon peakuuun. Hanpumep, npwu
ofHoW 13 Hanbonee yacTon (B Poccum BeTpeyaetcs go 10 cnydvaeB Ha 10
TbIC. YENIOBEK) M XOPOLLO WM3YYEHHOW PELIECCMBHO Hacrnegyemon 6onesHu
obmeHa BellecTB — (PeHUNKeTOHypun HabnogaeTcs AednumnT hepMeHTOB,
KaTanuampyLwmux npespaLlieHme ammHoOKMUCIOT (dheHnnanaHmHa B TUPO3UH).
HepoctaTouHoe KONMUYECTBO 3TUX (PEPMEHTOB MPUBOAUT K HAKOMIEHUIO
eHnnanaHvHa B KNeTKax B TOKCMYECKUX KOHLIeHTpaumsX, YTO Bbli3biBaeT
nopaxeHne HEPBHOWM CUCTEMbI U NpUBOAUT K cnaboymuio. CBoeBpeMeHHast
OnarHoCTvKa B NepBble OHW XU3HU HOBOPOXKAEHHOIO M NepeBo ero Ha cne-
unaneHylo OueTy, NuUleHHy ¢eHnnanaHvHa npegoTBpallalT pasBuTue
3aboneBaHus.

XpoMOCOMHble 60Me3HM Bbl3BaHbl U3MEHEHWEM CTPYKTYpbl UMK KOMu-
YecTBa XpOMOCOM. B oTnuume OT reHHbIx GonesHer Ans noaaBnsitoLLEro
GonbLUMHCTBA XPOMOCOMHbIX GOMne3Hei xapakTepHO He HacrnegoBaHWe OT
npeaLwecTBYIOLMX MNOKOMNEHUN, a BO3HUKHOBEHUE BCrEACTBME HOBOW MyTa-
uun. ATa MyTaums MOXET NPOU30ONTU Kak B rameTax O4HOro 13 poauTenen,
Tak U B 3UrOoTe UMM Ha paHHUX CTaausiX pasBUTUSI 3apofbiia (3MOpuoHa).
Mpu atom MyTauus Kacaetcsi NGO OOHOM M3 XPOMOCOM, FOKanu3ysicb Ha
OTAENbHOM ee yyacTke, nMMbo Bcero reHoma (NosimMcoMmst ¥ MOHOCOMMS).

Mpu MOHOCOMMM YMCIO XPOMOCOM yMeHbluaeTcs (2n—1), a npu nonu-
COMUWN YBENUUMBAETCS, Yalle BCEro Ha OAHYy XPOMOCOMY — TPUCOMMS
(2n+1).

MoHocoMum B BOSMBLUMHCTBE CryYaeB NpuBoAsT kK rmbenn amOproHa B
nepeBble OHS PasBUTUS, YTO MPOSIBIISIETCS Kak CaMOMpPOW3BOSIbHbIA abopT,
UNu Bblknabiw. TeM He MeHee, nHoraa amMbpuMoH C MOHOCOMMEN CnocobeH
BbPKUTb. MprMepoM MoHocoMMM, Habntogaemow Bo Bcex krneTkax 60ombHoro,
sBnsetcs cuHapom LlepeweBckoro — TepHepa (45, XO). ®eHoTUnnyecku
3TO KEHLUMHbI C XapaKTEPHbIMU U3MEHEHNSIMU TENOCIOXKEHUS (POCT MEHee
150 cm, KopoTkas Liesi), HapyLleHUsIMW MOMOBOW CUCTEeMbl (OTCyTCTBUE
GoNbLUMHCTBA BTOPUYHBLIX MOMOBbLIX NPU3HAKOB) U YMCTBEHHOW OrpaHU4eH-
HOCTbIO.
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Mpu Tpcomum NO NOMNOBLIM XPOMOCOMaM 4YacTo HabniogakTcst Hapy-
LUEHMST MOSOBOro, hM3n4eckoro n yMCTBEHHOro pa3suTusi. Hanpumep, de-
HOTMN MYX4YUHBI ¢ cuHapomomM KnaiiHdenbTepa (46, XXY) xapaktepusyetcs
HegopasBMTMEM MNOMOBLIX KENés (roHad), AereHepaumen CeMEeHHbIX Ka-
HanbLUEB, MHOrAA YMCTBEHHOW OTCTanoCTbi, HEMpPOMOPLMOHANbHO ASNH-
HbIMWU KOHEYHOCTSIMM U BbICOKMM pocToM. Hanbonee M3BECTHLIM MPUMEPOM
TPUCOMMM ayTOCOM SIBMSIETCS TPUCOMUS MO 21-i XpOMOCOME, UM CUHAPOM
HayHa. ®eHoTMN GOrMbHbLIX C TPUCOMMEN MO 21- XPOMOCOME: MarieHbKUi
HOC C LUMPOKOM MIIOCKON MepeHoCULEen, C XxapaKkTepHbIM pa3pesoM rnas —
packocoCTb C HaBWCalOLLEeN CKNagkow Had BepXHUM BeKOoM, Oedopmupo-
BaHHble HEOOMbLUME YLUHbIE PAKOBMWHbLI, MOMYOTKPLITHIA POT, HWU3KWIA POCT,
YMCTBEHHasi OTCTanocTb. Y MHOrMXx 60MbHbIX MMEETCS TakkKe MOPOK cepaua
N KpyMHbIX cocyaoB. [letn ¢ cuHapomom [layHa nosiBnsoTcs JOBOMBHO Yac-
TO — oavH Ha 500—600 poamBLUMXCS AeTEN.

B HacTosiLee BpeMs JokasaHa B3avMOCBSA3b MeXAy PUCKOM POXAEHMS
aetel ¢ cuHgpomom [ayHa un Bo3pactoM Matepu: 22—40% peten ¢ aton
GonesHbl0 poXxaalTcs OT MaTepel B Bo3pacTe crapwe 35—40 nert. Y po-
avtenen nocne 40 net yactoTa NosiBNeHUss 6oNbHbIX AETEN pe3ko Bo3pac-
Taer.

MeTtoabl neyeHuss 6onbHbIX C COBCTBEHHO HacnegcTBeHHbIMU Bones-
HSIMW B HacTosiLee BpeMs He pa3paboTtaHbl. [103TOMy OCHOBHbLIM CpeacT-
BOM GopbObl ¢ 3TUMKU BonesHamK sBnsieTcss nx npodunakTka. MNockonbKy
KaXXAbIA YernoBek-HOCUTENb XOTSA Obl HECKOMbKUX BPEOHbIX PELEeCCUBHbIX
MyTauui, Ans npegoTBpalleHnsl HacneacTBeHHbIX 3aboneBaHun co3gaHa
CeTb MELMKO-TEHETUYECKMX KOHCYNbTauuMi. BeTynatowme B 6pak, y KOTopbIX
cpean 6nu3kux poACTBEHHWKOB M3BECTHbI CryyYau POXAEHUs OeTel C Ha-
cneacTBeHHbIMU 3a00neBaHMSIMU, UNN CEMbMU, TAE e UMEETCst OanH 6ornb-
HOM pebeHoK, B MepByld oO4vepedb QOOMKHbI 0DpaTUTbC B MeauKo-
reHeTUYECKYH0 KOHCynbTaumto. bpakvm mexay poACTBEHHUKAMM 3HAYUTENBHO
NOBbLILLAIT BEPOSATHOCTL TOFO, YTO OHWU FETEPO3UTOTHBLI MO OOHOMY U TOMY
e NaTonorM4eckomy reHy U peLeccmBHble MyTaummn neperiayT B roMo3nroT-
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HOe COCTOsIHME, a 3HaUYUT, YBENUUMBAETCA PUCK PoXOeHWs BonbHbIX OeTei.
Bpauun-reHeTMkn NoMoryT onpefenuTb BEpOSiTHOCTb POXAEHWS GONbHOro
U1 340poBOro peGeHka M CMoryT 06ecrnednTb KOHTPOMb 3a BHYTPUYTPOG-
HbIM pasBUTEM Mroda.
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®EHOMEH MNMAMATU

po3dosa M.B.
- cmydeHmka 1 kypca ®BM YI'CXA
Pykosodumenb: doyeHm, K.6.H. CriupuHa E.B.

MocnegHWm OOCTUXEHMEM Hayku B 0GnacTvM WCCneqoBaHusi namsaTy
ABNAETCA NpusHaHWe Toro dyakTa, YTo B €e OCHOBE NEeXUT MaTepuarnbHbIN
cy6eTpat — «cneq naMsATU». B 9Tom cmbicrne namsTb maTepuanbHas. Mc-
CrnegoBaHVeM YCTaHOBMEHO BaXkHOE CBOMCTBO MaMATM — cried 3MOLMOo-
HanbHOW NamsATK He CTMPAETCA U He NoBpeXaaeTcs aMHesnei.

CyluecTtByeT namMsTb Guonornyeckasl, oHa He MeHee pearbHa, YeM na-
MATb WHTENNeKTyanbHasi, 1, BOSMOXHO, MO CYLLECTBY He O4YeHb OT HUX OT-
nuyaercs.

AMoLuMoHarnbHas NamsaTb — MOLLHbIA MeXaHWM3M BOCMPOU3BEAEHUA UC-
NbITaHHLIX paHee oLlyLleHUi. BocnponsseaeHne naet no Tom e HenTpo-
XUMUYECKOIN Tpacce, Mo KOTOPOii OlLyLLieHNe B CBOe Bpemsi Oblniv 3admKCu-
poBaHbl. B uTOre npouecc BOCMOMUHAHUA, UMM Penpoaykuun (akTusaumm
CNegoBbIX peakuuit nojg BO3OeCTBUEM 3MOLMOHANBHO OTPaXKEHHOTo CTU-
Myna), NepexnToro cnocobeH Bo3poanTb Te e BUoXMMMYeckne CABUri.

MamMATb — CNOCOBHOCTb BOCMPOU3BEAEHWUA MPOLUOro OnbiTa, O4HO U3
OCHOBHbIX CBOWCTB HEPBHOW CMCTEMbI, BbipaXaloLlee B CrOCOBHOCTU Anu-
TENbHO XPaHWTb MHAOPMAaLMIO O COBLITUSIX BHELUHEro MuUpa U peakumsx
opraHuama v MHOrOKpaTHO BBOAMTL ee B Cdepy CO3HaHUA U NoBedeHMs.

MaMATb CBOWMCTBEHHA YENOBEKY W KMBOTHbLIM, UMEIOLMM OOCTATOYHO
pPasBUTYIO LIEHTparnbHyl0 HEepBHY0 cucTemy. dusmdeckme uccneqoBaHus
namsTy oBGHapyXMBaloT ABa OCHOBHbLIX 3Tana ee opMUPOBaHMS, KOTOPbLIM
COOTBETCTBYIOT [iBa BMAa NAMATU: KpaTKOBPEMEHHas ¥ 4ONroBpeMeHHas.

KpaTkoBpemeHHas namsaTb COXpaHAeT UH(OPMAaLMIO BCEro HECKOIbKO
MUHYT. [loNroBpeMeHHas e namsTb NpakTUYeckn He UMeeT OorpaHuYeHuit.
Uenoseveckass NaMsATb XpaHUT BCE: ABMXKEHMWs, YyBCTBa, oOpasbl, Crosa.
CooTBeTCTBEHHO NamsTb OblBaeT: OABUratenbHON, aMoLMOHaNLHOW, oGpas-
HOW, CIOBECHO-TIOMMYECKOM.



