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BBEAEHWE

B Poccun nponosikatT HabnoaeHne n nsyvyeHme HacseaACTBEHHOM NaTONOrMK YeNoBEKa B Nepuos
HOBOPOXXAEHHOCTW; SHAOKPMHOJIOrM4ECKON Hac/leACTBEHHOCTN B 4ETCKOM U IOHOLLIECKOM BO3pacTe;
MUKPOCTYKTYPHbIX XPOMOCOMHbIX abeppaunin B naToreHese 60se3HM JayHa; ONMCaHHbIX HOBbIX CUHAPOMOB U
ocobeHHOCTen aHOMani XPOMOCOM; HaCceACTBEHHOW NAaTONOrMM KOCTHOW CUCTEMbI. 3HAUYUTESNbHYIO YacTb
nccaenoBaHMM NO MeANLNHCKON reHeTUKE NOCBALEHO U3YYEHUNIO PO Hac1leACTBEHHOrO KOMMNOHEHTa Npu
pa3nunyHbIX TUNax 3aboneBaHunin: Hecneyndunyecknx 3aboneBaHnn Nerkux, apTepuanbHON rmnepTeH3nu,
nwemmyeckom bonesHn cepgua, A3BeHHON 6oe3HN Xenyaka, 3K3eMbl U TOMY nogobHoe.

Mo coBpeMeHHbIM AaHHbLIM 3KCMepToB BcemupHoOm opraHnsaumn 34paBooxpaHeHuns, B 42-65 HOBOPOXXAEHHbIX N3
ThICAYN BbIABJSAIOT MOHOreHHble 3aboneBaHus, 25-35 geTen nMeloT BPOXXAEHHbIE MOPOKW pa3BnuTus, 9-12
cTpagatoT bonesHaAMU C HacNeACTBEHHON CKJIOHHOCTbLIO. [eHeTnYecKkmne HapyweHus Boi3biBatoT 40-70%
CaMOoMpOn3BOJIbHbIX Bbikuabiwen, 60-70% 3a4aTnin 3aKaH4YmMBaloTCA rmbensto 3apoabiwa. Ho B paae ctpaH 11%
jeTen neanaTpuYeCckux KJINHUK MMET HaceACTBEHHYO NaTosIornto. B oeTckux ctaumoHapax Mmpa Ka>kabli roq
Ka>KAylo TpeTblo KpoBaTb 3aHUMatOT 60JIbHbIE C HAaC/leACTBEHHON NaToN0rnen.

B nocnenHee BpeMs 3Ha4YUTENbLHO CHU3MIACh POXKAAEMOCTb B Poccnm  ogHOBpeMeHHO, BCNeacTBme
Hac/eACTBEHHOM NaToI0rn, Belpocan nodTn Ha 30% konn4vecTBo 3aboneBaHnin, NnepnHaTaabHasa U geTcKas
CMEpPTHOCTb, MHBaNIMAHOCTb. B cTpyKkType obLien cMepTHOCTU AeTen B BO3pacTe 40 5 neT reHeTn4eckme npuymHbl
cMepTn cocTaBnstoT 48-60%, TO €CTb 3TO KaXKAblh BTOPOM yMepLunin pebeHokK.

Cpeawn Bcex 3aboneBaHuin 4yesoBevyecTBa NepBoe MECTO B MUPEe NPUHALNEXUNT HacnenCTBeHHbIM 6one3HAM C
HacneaCcTBEHHONM NpeapacnofloXXeHHOCTb0. Ecin B 50-e roabl 661710 U3BECTHO JINLLb OKOJI0 HECKOJIbKUX COT
HacnenCcTBeHHbIX bonesHen, To B MocsenHee BpeMs Ux HacymtoiBaeTcs 6onee 30 000, v nX KOJIMYECTBO pacTeT C
Ka>KablM rogoM. M3secTHo 0k0s10 30 000 XpPOMOCOMHBIX U FeHHbIX 3aboneBaHuin, a 6ONbLLUMHCTBO XPOHUYECKUX -
Bbl3BaHbl HAaCNe4CTBEHHON NpenpacnooOXEeHHOCTbIO.

Noboe 3aboneBaHne B onpenesieHHON CTeneHn 3aBUCUT OT Hac/leACTBEeHHbIX 0CO6eHHOCTeN OpraHnu3Ma, KoTopble
npegonpeaensT cTeneHb TsxecTn 6oesHn n ee NPOrHos.

MponcxoanT OrpoMHOE HeraTUBHOE COLMalibHOE BANSIHUE HAaCNeACTBEHHOW NaTo/IorMmM Ha obLecTBo, KOTopoe
3akKJllo4aeTCsa He TOJIbKO B pacnpocTpaHeHun 6one3Hen, BbICOKOM 1IeTalbHOCTU B0bHbIX, HO N B OJINTEJSIbHON UX
rocnuTanmlauum, MHBaANNOMN3aunUnM N CounanbHON ge3afanTtaunm.

MpeomeT nccnenoBaHmsA: 0COBEHHOCTU HacNeACTBEHHbIX BonesHen.

Ob6beKT nccnenoBaHna: HacneacTBeHHbIe 6onesHn Yyenoseka.

Llenb nccnenoBaHus: pacCMOTPETb METOAbl ANArHOCTUKM U NPOPUNAKTUKN HacNeaACTBEHHbIX 3abosieBaHmin
yesioBeka.
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[na pocTuxeHns NocTaBsieHHON uenn B pabote Heobxoanmo 66110 pewnTb cegyowmne 3agadu:
- aTb NOHATME HacNeACTBEHHbIM BONE3HAM YeoBeKa;

- U3yYUTb BUAblI HAaCcNe4CTBEHHOW NaTosIornu;

- OXapaKTepmn3oBaTb MeTOAbl ANAarHOCTUKW HacleACTBEHHbIX 6bonesHen Yenoseka;

- PacCMOTPETb KOHLEeNUMIo NPohnIaKTUKN HaceACTBEHHbIX 3aboneBaHuii.

CTpykTypa paboTbl: BBeAeHMe, OCHOBHas 4acCTb, 3ak/l04eHne, CNNCOK nTepaTypbl.

O6bem paboTbl: 28 cTpaHULL Me4YaTHOro TekcTa.

KonnyecTBo ncnosb3yemMblx KHUM: 10 NCTOYHUKOB.

FNTABA 1. HacnepctBeHHble 6one3Hn, ux onpeneneHune, NpuYnHbl NOABAEHUS N KNacCudpukauyms

1.1 HacnencTtBeHHble 60s1e3HN YenoBeKa

HbIHeWHAS MenLUnHa OCHOBbLIBAETCSA Ha MONEKYISIPHO-BMONOrMYecknx n reHeTn4ecknx 3HaHusax. CrnefoBaTesbHO,
KNMHNYecKaa reHeTmnka npnobpeTtaeT Bce bonbluee 3HavyeHne. OHa U3yyaeT opraHM3aLUnto HacieaCTBEHHbIX
CTPYKTYp YenoBeka, Ux PyHKLMOHMPOBaHNE B HOPME 1 NO HaAn4um natonorum, paspabaTbiBaeT MeToabl
OVNAarHoCTUKK, NPOUIaKTUKK N JIeYEHNA HaCNeACTBEHHOM NaTONOrMK, a TakXXe onpenenseT NporHo3 s
NOTOMKOB.

K HacneacTBeHHOW NaToONOrMM OTHOCATCS FeHHbIE, NN MOHOreHHble 60s1e3HM - No AaHHbIM BO3 nx yactoTa B
nonynauumn coctaBnseT 3%; XpOMOCOMHbIe 60ne3HN, NN CUHAPOMbI - 1%; BPpOXKAEHHbIe MOPOKM pa3BuTus - 3%. K
3TOW rpynmne OTHOCATCA U MynbTuUdakTopuasabHble 6onesHn - 60ne3HU ¢ HacneACTBEHHOM
NnpenpacnosioXKEHHOCTbIO (OHM COCTaBAAT 92-93% BCexX XPOHUYECKUX HEUH(EKLMOHHBLIX 3aboneBaHunin). AHanus
obulen neTCKon CMepTHOCTY AeTeln B BO3pacTe A0 5 neT CBMAETEeNbCTBYET, YTO FeHEeTUYECKMe NPUYNHbLI CMepTH
cocTaBnsaoT 48-60%, TO €CTb 3TO Ka)KAbl BTOPOM ymepLmnin pebeHok .

HacnencrtBeHHas NaTosIoOrna MMeeT HEKOTOPbIE Crieupuyeckne XxapakTepUCTUKN, Cpenm KOTOPbIX Ha NepBbI
nfaaH BbIXOAAT crepyouime:

- CeMeNHbIN XapakTep 3aboneBaHuns;

- MoBceMecTHas pacrnpoCcTPaHEeHHOCTb;

- TSHKesioe XpoOHMYecKoe nNporpagveHTHoe peueanBHOe TeYyeHe 1 BoBeYyeHne B NaToNorM4ecknin npowecc
HECKOJIbKNX CUCTEM OpraHu3ma;

- Hac/NleACTBEHHble 60/1Ie3HM MOryT NPOABAATHCA cneundruyecKnmM CUMNTOMOKOMMIEKCOM B 1l060OM Bo3pacTe - yxe
BO BpeMs poxAeHuns pebeHka, B OHOLIECKOM, 3pesIOM U Aa)XKe B MPEKSIOHHOM;

- HeYeTKO ornpefesieHHblI XxapakTep Hacsie4oBaHUA (KpOMe MOHOIMeHHbIX) N He HacsiefoBaHue;

- BbIP@>XEHHbIN KJIMHUYECKUIN N FreHeTUYeCKNN NoAMMOopPdhr3M;

- BPOXKAEHHbIE MOPOKN U He3Ha4YuTesibHble aHOMasInn Pas3BUTUS;

- 3afep>XKa (PM3NYeCKoro, MCMXNYECKOro pasBUTUS, Bbipa>KeHHaa HeBPOJIornyeckas cumnToMaTmnka (6onbWNHCTBO
XPOMOCOMHbIX 1 MOHOIreHHbIX 6onesHen);

- HapyLUEHHOEe MOoJIOBOE Pa3BUTUE N PEMPOAYKTUBHAA PYHKUNSA (XPOMOCOMHbIe BonesHn);

- CHU>XKEHMe NPOAO/IKMUTENIbHOCTM XXU3HU N POCT CMEPTHOCTU 6ONbHbIX;

- PE3UCTEHTHOCTb K CaMblM PacnpoCTPaHeHHbIM MeToAaM Tepanuu.

MprBeaeHHbIE MOKasaTenn CBMAETENLCTBYIOT 06 OFrPOMHOM COLMaNbHOM 3HAaYE€HUN PAaHHEN ANArHOCTUKN
Hac/NeACTBEHHOM NaTonormm. 34ecb NMMEIOT 3HaYeHne He TOIbKO pacrnpocTpaHeHune 6onesHen, YacTble caydan
neTanbHOCTU cpean 60JbHbIX, HO U AJINTENIbHAsA UX rocnuTann3auns, a B AajibHENLLEM - UHBAJINAHOCTb U
coumanbHasa An3ajantaumna. Hago ckasaTb O BbICOKOW CTOMMOCTU ANArHOCTUKK U le4eHNs Taknx 3abonesaHuni.
Kpome Toro, B nonynauuu 4Yenoseka Habniogaetca TeHAEHUMS K YBEJIMYEHUIO FTeHeTUYeCKoro rpysa.

B Mupe HacuuTbiBaeTcs 6osee 200 MIH. reTEPO3NIrOTHbLIX HOCUTENENn remoranobnHonaTuin, 5% HocuTenen reHa
MyKoBMCLMA03a; A0 30% HocMTeNel reHOB BPOXXAEHHOro rmnoTupeosa n 6onesHen XxpoMoCOMHOWN
HecTabnnbHOCTU; 2% HOCUTENEN FreHOB aApPEeHOreHNTaNIbHOro CMHAPOMa N eHNNKeToHypun. Camonpon3BoJibHbIE
BbiknAbIWKM B 70% cay4aeB NpoucxonaT B paHHUE cpokun bepemeHHocTH, 35% - B 6onee no3gHme cpoku, 6%
MepTBOPOXXAEHHbIX 00YCNOBAEHHbIX reHeTn4YeckuMn npninHamu. N'mbensio 3apogbila 3akaH4mBatoTca 60-70%
3a4aTun .

Kaxablh heHOTUNNYeCKN 340PO0BbIA YEN0BEK - HOCUTESIb KaK MUHUMYM 8-12 MyTaHTHbIX FT€HOB, YTO fABASETCH
TAXKKUM reHeTuyecknum bpemeHeM. ns Toro, 4Tobbl pebeHoK poancsa 340POBbIM, HY)KHO, 4TOoBbI OH Noay4Ynn ot
MaTepu 340POBYIO (HEM3MEHEHHYI0) HaCNeACTBEHHOCTh (FeHbl) 1 pa3BuTre pebeHka NpPoxXoanao B ONTUMabHbIX



YCNIOBUSAX OKpPY>XatoLwen cpenbl.

Ecnn HacnenCcTBEHHOCTb M3MEHEHa UM OMNacHa OKpy»Katolasa cpega, ToO NPoucxoauT pasBuTmne 6onesHu.

Bce n3BecTHble B Mupe 3aboneBaHns Noapa3fensatoTcs Ha:

1) npuobpeTeHHble, obycnoBneHHbIe (hakTopaMn OKpyXatoLen cpenbl (hakTopbl pUcKa): TpaBMbl, 0XKOru,
OTMOPOXXEHUSA; NH(PEKLMOHHbIE Bone3HW; 60Ne3HN OT TOKCUYECKMX BELLECTB N OHKOJIOrNYeCcKune;

2) HacnenCTBEHHbIE, Bbl3BaHHbLIE MATOJIOMFMYECKOM HaCcIeACTBEHHOCTLIO, MOJYYEHHOM OT poguTenen (MyTaunn):
remocpunns, nonngakTuansa, 6onesHb OayHa, heHUNKeToOHYpUs 1 ap.;

3) MynbTuakTopmnanbHble 3aboneBaHUa C HacNeACTBEHHOM NPeApPaCnoNOKEHHOCTbIO, B reHe3e KOTOpbIX
co4yeTaeTCs B3auMOLENCTBME HAacNeACTBEHHbIX U (DAKTOPOB Ccpefbl: caxapHbin anabeT, 6poHxManbHasa acTMa,
pa3finyHble TUMbl anneprum, a3BeHHas 6one3Hb Xenynoka 1 ABEHagLATUMEPCTHOM KUWKN 1 TOMY nodobHoe.
HacnenctBeHHbIMN Ha3blBalOT 60/1€3HU, 3TUONOrNYECKUMN haKTopaMn KOTOPbLIX SABASAIOTCSA MyTauuun, 4To
HapywatoT XU3HEHHO Ba)KHble (DYHKLMN OpraHnu3Ma 1 Bbi3blBaloT 3abosieBaHus.

HacnepnctBeHHble 601€3HM BO3HMKAIOT BCIeACTBUE N3MEHEHMIA HACleACTBEHHOIO annapaTa KJeTKn (MyTauui),
KOTOPbI€ BbI3bIBAOTCS JIy4EeBOW UM TEMNOBOW SHEPIrUEN, XMMUYECKMMIN BewecTBaMn 1 bruonornyecknmm
hakTopamu (BMPYCbl, MATPUPYIOLLME SIEMEHTbI, XXNBble BaKLWUHbI, TOKCUHbI F€IbMUHTBI U Ap.). Ong
HacNeACTBEHHbIX Bone3Hen NnaToslornyeckoe AencTBMe MyTaLn KaK 3TUON0OrMY4ecKoro pakTopa He 3aBUCUT OT
cpenbl. MocnengHee MOXKeET TONbKO N3MEHSATb BblpaXEHHOCTb CMMNTOMOB 60s1e3HN. K 3TO rpynne oTHOCATCS BCe
XPOMOCOMHbIE U reHHble 6onesHun (6onesHb [layHa, reMounns, GeHUIKeTOHYpUs 1 4p.), KoTopble MOryT
nposBnsATbLCA B loboM Bo3pacTe.

B HacToswee BpeMsa CyLecTByeT TPy TMNa KJaccuukaunm HacnencTBeHHbIx 6onesHen:

1. l'eHeTun4ecKas kKnaccupukaumsa - ydmTbiBaeT TUnbl HacnepgosaHus (A-, AP-, M-, XP - un Y-cuenfneHHble
6onesHn).

2. KnuHnyeckasa knaccumnkaumsa y4nTbiBaeT, KAKOM OpraH Uianm CUCcTeMa NoBpeXXAeHbl (HacnenCcTBeHHble 60ne3HU
OMOpHO-ABMraTeNbHOro annapata, 6onesHn Kposu n ap.).

3. NaToreHeTn4yeckas knaccmurkaumna - y4nTbiBaeT r1aBHOE NaToreHeTn4eckoe 3BeHo (hepmeHTonaTum,
KOMOMHMPOBaHHbIE COCTOSAHUSA).

B 0CHOBY reHeTM4eCcKom KnaccnuguKkaumm HacneacTBeHHbIX 6one3Hen Noao>KeH 3TUONOrMYEeCKUA MPUHLKM, a
VIMEHHO TUM MyTauui N XxapakTep B3aMMOAENCTBUS CO Cpenon.

Bcio HacneaCcTBEHHYO MaToONIOr M0 MOXXHO pa3fennTb Ha 5 rpynn:

1) MOHOreHHble, NN MONEKYIspHble, 6bonesHu;

2) XpOMOCOMHbIe 6onesHu;

3) noAureHHsble, NN MynbTudakTopnanbHble (6onesHn ¢ HacaeACTBEHHOW NPeapacnosioKEHHOCTbIO);

4) reHeTn4yeckne 6oNe3HM COMaATUYECKUX KNETOK (OHKoornyeckme, HosoobpasosaHus);

5) 6051€3HN reHeTNYeCKON HECOBMECTUMOCTM MaTepmn 1 NaoLa No aHTUreHaM.

KnnHnyeckas knaccngumkaumsa HacnencTBeHHbIX 601€3HeNn HUYEeM He OT/INYaeTCs OT Knaccndumkaumm
HeHacnenCcTBeHHbIX 60Ne3HEN NO OpraHHbIM, CUCTEMHBLIM NPUHUUMAM Uan no Tuny obmeHa BeLlecTs, NO3TOMY
0OYeHb yCJI0BHa. [10CKONbKY HacnencTBeHHble 60Ne3HN coegMHEHbl M0 3TUOIOrMYECKMM NMpuHLMNam (MyTaumnm),
OCHOBY UX KacCuguKaumm cocTaBnseT, NMpeXXae BCero, CUCTEMHbIN U OpraHHbIA MPUHLAM: HEPBHbIE, HEPBHO-
MbILLEYHbIe, MCUxXmnyeckmne, 601e3HN ONOPHO-ABUIraTENILHOIrO annapaTa, KoXu, 3y60o4entoCTHOM CUCTEMbI, KPOBU 1
ap. KoHe4yHo, Takon noaxon HeoAHO3Ha4YHbIN. Hanpumep, HenpodmnbpomaTos (4OMMHAHTHasA MyTauns)
BCTPEYaeTCs U B HEMPOXMPYPrnYecKmnx KINHMKax (y 60/bLLMHCTBA pa3BMBalOTCS ONyX0Jn MO3ra), U B
[epMaTosIoOrnyecKnx KINHMKax, MOCKOJIbKY Y Taknx 60NbHbIX CHavasna NosaBASIOTCA CBET/I0-KOPUYHEBLIE 60/bLIME
NATHa 1 HenponbpoMaTo3Hble Y3E/KN Ha KOXKEe, U B KJIMHMKaX HepPBHbIX 3abosieBaHmnin B CBA3M C rnyboknmmn
Helpodmbpomamn. BonbHbIE C XOpeen NeHTUHI TOHa ABAAITCSA NauMeHTaMn U HEBPOMATOora, N NCUxXnaTpa,
60/bHbIE C renaToOBEeHTPUKYISPHOM AereHepalunen - TepanesTa 1 HeBponaToJora.
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