Temarnueckui 610Kk Ne 10
BoJie3nu ¢ Hac/eACTBEeHHBIM NPeApacnoio:keHneM. MeToabl reHeTHYeCKOro
aHAJIN3A HACJIEICTBEHHOI 0 MPePacoI0KEeHUs.

HEJIb 3AHATUS:
1. M3yunth 6OJE3HU C HACIEACTBEHHBIM MPEIPACIOIOKEHHEM.
2. CdopmupoBaTh MPEACTABICHUE O METOJaX FEHETHYECKOTO aHAIN3a HACIIeICTBEHHOTO
IIPEAPACIIOTIOKEHHUS.

OCHOBHBIE BOITPOCBI TEMBbI:

Mynbtudakropuanbhbie 3a0oneBanus. Kiaccuduxanms.

Bpouxuanbnas actma. [Ipeapacnonararomue GpakTopbl pa3BUTHs 3a00JICBaHHUS.
S3Bennas 6omne3ns. [Ipenpacnosnaratonue GakTopsl pa3BUTHs 3a00I€BaHUS.
Caxapwubiii ntuaber. [Ipenpacnonararomniue ¢pakTopsl pa3BUTHS 3a00JI€BAHNS.
Nmemuueckas 6one3nb cepana (MbC). Ipenpacnonaratomye GakTopsl pa3BUTHS
3a00JI€eBaHUS.

6. MeTopl TEHETHYECKOTO aHaIN3a HACIIEICTBEHHOTO MPEPACTIONOKECHHS.

agrwNpE

NEPEYEHDb 3HAHUM U MIPAKTHYECKHWX HABBIKOB:

3HaTh OCHOBHBIE ATallbl HCTOPUYECKOTO Pa3BUTHS TEHETUKH YEIOBEKA.

3HaTh CyTh SBJICHUM HACJIEICTBEHHOCTH U U3MEHUYHUBOCTH.

OpueHTHpOoBaThCs B MOHATHUIX: (DEHOTHII, TEHOTHII, T€HOM.

3HaTh OCHOBHBIE NIOJIOKEHUS METUIIUHCKOW F€HETUKH.

Hmets npencTaBieHne O CBS3M F'€HETUKH YEJI0BEKa JPYTMMU JUCIIUIUITMHAMMU.
HmeTb npencTaBieHHe O T€HHBIX, FTEHOMHBIX U XPOMOCOMHBIX OOJIE3HSX.

ok wnE

MyabTHdakTopuajibHbie 3a00JeBaHUsl - 3TO OOJbIAs M HO30JIOTHYECKH pa3HOOOpa3Has
rpynmna OoJie3HEeH, KOTOpse OMPENeNsIIOTCS COBOKYMHOCTBbIO (DaKTOpPOB  HACIIEICTBEHHOCTHU
(MyTanuii WM COYeTaHWH ayienei) u cpeabl. [IpuumHBI M TPOSBICHHUS] AAHHBIX OOJIe3HEH
MHoOTOCTyneH4atsl. HekoTopblie 0osie3HHM erie HeJ0CTaTOUYHO U3YYEHBI.

borarbiiti  reHodoHI ~— 4YenoOBeUeCKOM — MOMYJSALMU  OMNpeAeNsieT ee  MOJIUMOPGHU3M.
WNuauBuayanbHOCTh MPOSIBIISETCS BO BHEITHUX OTJIMYHSIX, CIOCOOHOCTSIX, TEMIIEPAMEHTE, a TAKXKe
B IMMYHHBIX PEaKIHSIX OpraHu3Ma.

bone3nu ¢ HacnenCTBEHHOW MPEIpaciolokKeHHOCThIO MPOSBISIOTCS Y JIIOJIEH C OINpeIeICHHBIM
TeHOTUIIOM TPU OJHOBPEMEHHOM JEWCTBUU COOTBETCTBYIOIIUX (DaKTOpOB cperbl. Boiaensior
MOJIMTEHHYI0O U MOHOTE€HHYIOOCHOBY HACIIE€ACTBEHHOW MPEAPaCIONOKEHHOCTH K OOJE3HSM.
CooTtHocuTeNbHAs POJIb TEHETUYECKUX U CPEIOBBIX (DAaKTOPOB pa3iMyHa HE TOJBKO Ui JAHHOMN
00J1€3HH, HO U JUTS KQXKJI0TO OOJIBHOTO.

Pa3Butne Takux 3aboneBanHuii, kak Oone3np [layna (puc.5), remodwunus, (peHUIKETOHYpHS,
MOJIHOCTBIO OIPEeseTCs HACIEACTBEHHBIMU (akTopamMu. BHenHue (hakTophl B 3TOM cliyyae He
UTPAlOT CYIIECTBEHHOW poid. ITa Tpymnmna CcoOCTBEHHO HACJIEICTBEHHBIX OOJIe3HEH,
JNETEPMUHUPYEMBIX OJHUM TIJIaBHBIM T€HOM, MOJy4YWJIa HA3BaHHE «MOHOTCHHO HacleAayemble
3abosieBanus». OHU HacneaytoTes o 3akoHaM Menzensi. CTOUT OTMETUTh, YTO YUCIIO MOHOT€HHO
HacJeIyeMbIX OOJie3Hel HEBEIMKO M COCTaBisieT Bcero Juiib 6-8 %. CoBepiieHHO IpYTyIo
TPYIIY COCTaBISIOT OOJE3HH, Pa3BUTHE KOTOPBIX 3aBUCUT MPAKTUYECKU OT (PaKTOPOB CPEIIBI:
TpaBMaTHYECKHE MOPAKEHUS, 0KOTH U T. . HaciaencTBEeHHOCTh ompeaenseT JUIlb 0COOEHHOCTH
TEYEeHHsI 3TUX 3a00IeBaHMIA.
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Puc. 5. Cunzpom Jlayna.’

CymecTByeT JOBOJBHO OOJBIIAs TPyNIa XPOHHUYECKHX OOJIe3HEW, K KOTOPBIM OTHOCSITCS
aTepOCKIICPO3, TUTICPTOHHYECKast 00JIC3Hb, CAXapHBIN JUA0CT, S3Ba JBECHAANATUTICPCTHON KHIIIKH,
mu30ppeHuss W JIp., JCWCTBHE KOTOPBIX OMNPEACISACTCS COBOKYITHOCTBIO  (haKTOPOB
HACJIEICTBEHHOCTHU U cpeabl. JlaHHasi rpynna 6o.1e3Hetl ¢ HaciedCneeHHbIM NPeOPACNONIOHNCEHUEM,
WIN MyabmugakmopHvlx 3a001esanuti UMeeT 0oJiee CI0XKHBIA XapakTep HaclelI0BaHUS, HE
COOTBGTCTBy}OIIH/II\/'I MCHICJICBCKHUM IIpaBUJIaM.

C omnpeneneHHoi 10/1eil YCJIOBHOCTH MYJIbTH(AKTOPHAIbHbIE 00J1€3HH MOKHO Pa3ieIUuTh
HAa:

1) BpoKJIeHHbIE TOPOKH Pa3BUTHUS
2) pacrpoCTpaHEeHHbIE TICHXUUECKHE  HEPBHBIE 00JIC3HH,
3) pactipocTpaHeHHbIE O0JIE3HU «CPETHETOY» BO3pacTa.

BIIP mynpTH(hakTOpHaIbsHON TPUPOIBI - paciienrHa T'yObl W HeOa, CIMHHOMO3TOBasl TPhIXKa,
CTEHO3 IPUBpPATHUKA, aHAHIIe(allisi U YepeTHO-MO3roBasi TphlXKa, BEIBUX Oezpa, ruapoiedanus,
TUIIOCIAANS, KOCOJIAMOCTb.

bponxunajnbHasi acrma.

PacnpocTpanenHocTs - oT 4 10 8% cpenu BCero HaceleHus, B IeTCKOM nonydnuu - 10 10%.
BbponxuanbHas actma - 3a0ojieBaHUE, B OCHOBE KOTOPOTO JIC)KHUT XPOHUYECKOE allJIepruuecKkoe
BOCIAJICHHE OpPOHXOB M MX T'HMIEPPEaKTHUBHOCTb, YTO MPUBOJAUT K MPUCTYNAMHU 3aTPyIHEHHOTO
IbIXaHUS WJIA YAYHIbS B pe3ylbTaTe paclpoCTPaHEHHOW OpOHXHATBbHON OOCTPYKIUH,
00yCIOBJICHHONH OpPOHXOKOHCTPUKLIMEH, THIEPCEKpEelUeld CIU3U, OTEKOM CTEHKH OpOHXOB
(puc.6). OcHoBHBIE Npeapacnoaramuue Gpakropbl - aTONUs U THIEPPEaKTUBHOCTH OPOHXOB -
reHeTuyecku oOycioBneHbl. [locneanue naHHbIE CBUAETEILCTBYIOT O TOM, YTO TPHU TPYIIbI
npu3HakoB (ypoBenb crnemuduueckoro IgE, ypoenn oOmero IgE u Hamuune OpoHXHANBHOM
TUIEPPEaKTUBHOCTH) XapaKTEepU3yHTCs HE3aBUCHUMBIM HacJIeI0BaHUEM. I'ensl,
npenonpeneNsonue npoaykiui crnenupuyeckux IgE, nokanmzoBansl Ha KOpoTKOM Tuieue 11
xpomocomsl (11q13), cBsizansl ¢ amnensimu I kmacca HLA. KonTposs 6a3ansHoro ypoBHs 0011ero
IgE ocymecTBnsiercs knactepoM reHOB AIUHHOTO mieda 5 xpomocoMsl (5q31.1). bponxuansHas
TUIEPPEaKTUBHOCTD CBsI3aHA C TEHETUYECKUMHU MapkepaMu Toro e cermenta (5q31.1- q33). Ha
3TOM € Y4aCTKe pacrosioKeHbl reHbl nHTepiaekuHoB (IL-4,IL- 9 u ap.), akTHBUPYIOIIUX TyUHbIE
KJIETKH, T€H, KOJUPYIOLUN; 2-aJpeHOPELENTOP.

HacnenctBenusie ¢axTopbl, OmpeAemnsionue MpeapacnoiokeHHOCTh MOBBIIIAIOT BEPOSTHOCTH
3a00JIeBaHMsI aCTMOM, a WX COYETAaHUE TMOBBIIIAET PHUCK peanu3aluu OOJEe3HU Jaxe Npu

1 Acanos A. I0.. OCHOBBI FeHETHKH 1 HACIIEACTBEHHbIE HapylieHus pa3BuTHs y aeteid, 2003



HE3HAYUTEIILHOM BIMSHUM (HAaKTOPOB BHEIIHEW cpeapl. Haumbonee 3HauMMmble M3 HUX -
MATOJIOIMYECKOE TEeUeHHE BHYTPUYTPOOHOTO MEpHOJia, HEAOHOIIEHHOCTh, HEpaMOHAILHOE
UTaHWE, IMOJUIFOTaHThI W Tabaunwii npiM, OPBM. Yactro BA coueraeTcs ¢ aTOIHMYECKUM
JIepMaTUTOM, OCHOBHBIM IPEAPACIIONararomuM (GakTopoM KOTOPOTO TAKXKE SIBIISETCS aTOIHSL.
Puck pa3Butus atonmuueckoro 3abosieBaHusi y JeTeil (He3aBUCMMO OT (opmbl) cocrasisier 60-
80%, ecmu oba poauTenss OOJBHBI /WM UMEIOT OTATOIICHHYIO HACIEACTBEHHOCTH; 10 50% u
BBIIIIE - IO JTMHUU Matepu; 25-30% - o muHUM oTLA.

Puc. 6. O6CTpyKIus GPOHXOB — IJIaBHAs NPUYMHA IPUCTYTIA TP OPOHXHATBHOM acTMe.?
SI3BeHHas 00J1e€3Hb.

SI3BeHHass OOJIe3Hb — S3BEHHOE IMOPAXKCHHE TacTPOAYOJCHATBHONH CHUCTeMBI (OKemymKa,
JIBEHAQ/IIATUTICPCTHON KHIIKH) M0 PHYUHE HAPYIICHUS MEXaHU3MOB HEPBHOW M TYMOpPAIbHOMN
PEryIiluu ee NeATENbHOCTH, TPOMUKH, a TaKKe Pa3BUTHS MPOTEOJIU3A CIU3UCTON OOOJOUKH.
JlanHoe 3a00JIeBaHNEe HOCUT XPOHUUYECKUH PEITUTUBUPYIOIIHI XapaKTep.

C mo3uIuy reHeTHYECKH SI3BEHHYI0 00JIe3Hb MOKHO PA3/IeIUTh Ha YEThIPE OCHOBHBIE TPYIIIIBI:

1. Gosie3HB C HACJIEICTBEHHBIM MPEAPACIIONOKEHNEM (MYIbTU(PAKTOPHAIIBHOTO HACIEIOBAHU),
2. 060J1€3HP MOHOTEHHOTO (YaIlle ayTOCOMHO-JOMHHAHTHBIN) TUTIA HACJICIOBAHMUS,

3. 0/IHO U3 KJIMHUYECKUX MPOSBICHUN Pa3HbIX HACIEACTBEHHBIX CHHIPOMOB,

4. compoBOXKIa€T HEKOTOPBIE COMATHUYECKUE 3a00ICBaHNUS.

CaxapHupblii 1uader.

CaxapHublif 1uabet — reTeporeHHoe Mo CBOeH mpupojie 3aboseBaHue, HapyIICHHE YIJIEBOIHOTO
oOMeHa. B ero stuonoruu u natoreHe3e y4acTBYIOT BHYTPEHHUE (T€HETHYECKHEe, IMMYHHbBIC) U
BHEIIIHKE (BUPYCHBIC NH(PEKIINN, UHTOKCUKAITUH) (DaKTOPBI.

Ponb renernueckux GakTopoB B pa3BUTHH CaxapHOTO AuadeTa:

1. CaxapHnblif tuaber, paBHO KaK M HapyIIEHHAs TOJIEPAHTHOCTH K TIIIOKO3€, ABISETCS OCTOSTHH
bIM KOMIIOHEHTOM MpUMepHO 45 HacaeICTBEHHBIX CHHIPOMOB.

2. Knunnyeckue 0coOEHHOCTH U 4acTOTa CaxapHOro JAuadeTa B STHUYECKUX TPYIax He BCeraa
OTIpeJIeNIEHBI TOJIKO Pa3INYUsIMU B YCIOBUSIX CPEJIbI.

3. Y G0NbHBIX MPOSIBISIETCS pa3Hasi CTETeHb 3aBUCUMOCTBIO OT UHCYJIMHA.

4. Onna u3 ¢hopM caxapHOro nuadera B3pOCIbIX HACIEAYETCs MOHOTEHHO IO ayTOCOMHO-
JOMHHAHTHOMY THITY.

5. Paznuynble BapraHThI caxapHOTO AUa0eTa MOKHO MOJICIHPOBATH HA SKCIIEPUMEHTAIBHBIX KU
BOTHBIX.

CaxapHblil 1uabeT BO3HUKAET B pe3yabTaTe reHHoi myTanuu. opMUpoBaHHUE MATOJIOTUYECKOTO
deHoTHma, T.. pa3BUTHE KIMHUYECKUX TPOSBICHUI TIpU HATUYUHM HACIEJACTBEHHOMN
MPEIPacIOIOKEHHOCTH MPOUCXOIUT MPHU 003aTeTFHOM y4acTuH (PaKTOpOB BHEIIHEW cpefbl. B
ATHOJIOTUU CaXapHOTO AradeTa 0cobasi poJib OTBOJUTCS BHEITHUM (haKTOpaM: CTpecc, HHMEKIINH,
TpaBMbl, onepanuu. DakTop pucKa JUIsl WHCYIMH3aBUCUMOTO CaxapHOro auabera — BUPYCHBIC

2 3asau P. T., Byrnosckuii B.3., Paukosckas U. B., Jassiios B.B. O6mas 1 MequUUHCKas reHeTuKa. JIeKiuu u
3amaun / Cepust «YueOHUKH, yaeOHOe mocodue» - PocToB-Ha-/{ony: @ennke, 2002 r. — 320 c.



uHpeKMu (KpacHyXa, BeTpsHas OCIa, OSIHUJ. HApOTHT, BUPYC KOKCAaKH, OIHJ. TEMaTHT),
TOKCHYeCKue BeliecTBa. [l MHCYIMHHE3aBHCHUMOIO CaxapHOro auabera (akropamMH pHUCKa
ABIISIIOTCSL M30BITOYHAsT Macca Tella, HENpPaBWIbHOE IUTAaHHWE, OTATOIEHHAs IO JaHHOMY
3a00JI€BaHUIO HACJIEICTBEHHOCTD, aTepoCKIIEepO3,
apTepualbHasi TUIIEPTEH3MUS, TUCIUTIONPOTCHHEMUS, TUIIOAMHAMHUSL.

['pymnmbel BEICOKOTO PHICKA IO CaXapHOMY AUa0eTy:

1. MoHO3HUTOTHBIH 6IU3HEI OOJHLHOTO CaxapHBIM T1a0eTOM;

2. JIu1o, y KOTOPBIX OJIMH WM 00a pOAUTEIIsE OOJIBHBI, WIIM OOJIENN caXapHbIM JHA0ETOM;
3. Kenmuna, poauBmias pedeHka ¢ Maccoil Tena Oonee 4,5 Kr., a Takke MEPTBOTO peOCHKa ¢

TUIIEPIUIa3uel OCTPOBKOBOIO aIllapara MoIKeIy10YHOU Kee3bl.

HepanmonanbHasi JIekapcTBEHHAsI Tepanusl - OJUH M3 BAXHEHIIUX (PAKTOPOB PUCKA Pa3BUTHS
caxapHoro auabera. [Ipemapatsl, qeiiCTBYOIINE HA YIJIEBOJAHBIA OOMEH: aJipeHaInH, aMUHA3MH,
kodenH, camp0yramon, cypocemun, KopTtukoctepounasl, TtupokcuH, CTI, AKTI, nomerwur,
kinodenun, tpentan, I[IACK, camumunarsl, OyramuoH, cynbdaHwiamuabl. HaciencTtBeHHbie
CUHJIPOMBI, COTIPOBOK/IAIOIIMECS HAPYIIEHUEM TOJIEPAHTHOCTH K TIIFOKO3€ WIIH PE3UCTEHTHOCTHIO
K WHCYJMHY: - TeHHble: CuHapom Jlyu-bap, mykoBucimnos, anemus PaHkoHU, AeHIHAT
TIF0K030-6-pocdar mermaporeHassl, riaukoreHo3 | Tuma, mojarpa, TeMOXpomaros, Xopes
I'entunrtona, cunapom Jloypenca-Myna-bapne-bumis (puc.7), cunmpom Ilpanepa-Bummm. -
xpoMocomHbIe: cuuapoM [layna, cuaapom Kmaitndensrepa (puc.8), cunapom Ilepemesckoro-

Tepnepa.
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Puc. 7. JleBouka ¢ cungpomoM Jloyperca-Myna-bapne-bus.®

3 Acanog A. 0.. OCHOBBI F€HETHKH U HACIIE/ICTBEHHbIE HAPYLICHHS Pa3BUTHsA y neTeii, 2003 T.
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Puc. 8. KapuoTun Myx4uHbl ¢ cuaapomom Kiaiinpenstepa.*
HNmemuyeckas 6oae3ub cepana (UbC).
NBC Bo3HMKaET B pe3yibTaTe CHUYKEHUS WIH IPEKpaIleHNs KPOBOCHAOKEHNS MUOKap/a B CBSI3U
C  pa3BHBIIEHCS  TATOJOTHEN  KOpoHapHbIX  cocynoB.  OcHoBHas  yacth  UBC
- MydbTH(akTopuanpHas mnartosorus. dopmupoBaHHe 3a00Ji€BaHUS IMPOUCXOAUT IPHU
B3aMMOJICHICTBUM  HACJICICTBEHHBIX W  CPENOBBIX  (DAaKTOPOB, KOTOpPHIE TMPHUBOIAT K
HenocpencTBeHHbIM npuunHaM MBC: ) cmasm KopoHapHbBIX apTepuii; 2) arepockiIepo3
KOpOHapHbIX cocyaoB. OcHoBHOI maTodusnonornueckuii mexanusm MBC — HecooTBeTrcTBHE
MEeXAy NOTPEeOHOCTHI0O MUOKap/a B KUCIOPOJE U BO3MOKHOCTSIMU KOPOHAapHOTO KPOBOTOKA €€
00ecrevnTh.
K renernuyeckn njerepMuHupoBaHHbIM pakTopam pucka no UbC orHocsiTes:
- TIOJT Mpo0OaH/a: y KEHIIUH KIMHHYECKHUE MPOSBICHUS BO3HUKAIOT mo3xe (Ha 10 — 15 met), 310
CBS3aHO C TOPMOHAJIBHBIM (OHOM U MOPQOJOTUYECKUMH OCOOCHHOCTSIMU KOJUIaTE€PabHBIX
COCYJOB KOPOHAPHBIX apTEPHUIL;
- THUI TEJOCIOXEHUS: IPU THUINEPCTEHUYECKOM THUIIE TEJIOCIIOKEHUS BCTPEYAIOTCA 4Yalle
CepICUHOCOCYAUCThIE 3a00IeBaHUS;
- JIMYHOCTHBIE OCOOCHHOCTH: SHEPTrUYHOCTb, YCKOPEHHBIH TeMn paboThl, CTPEMIICHHE K
JOCTHKEHHIO TIOCTABJICHHBIX LEJIeH, JIFOIU AIMOLIMOHAIIBHBI, TIOJIBEPKEHBI CTPECCOBBIM (haKTOpam
(qacrora UBC Habmrogaercs B 2 pasa yarie, 4eM y Jp.);
- OIIPEJEIICHHOE CTPOCHHE KOPOHAPHBIX COCY/OB;
- TOBBIIICHHBI ypOBEHb OOMIEr0 XOJieCTepUHA B KPOBM; BBICOKHH YpOBEHb B KpPOBU
JUTIONIPOTEUI0B HU3KOU 1 oueHb HU3Ko# tuioTHocTH (JITTHIT u JITTOHIT); Hu3kast KoHIIEHTpaIus
JUTIONIPOTEUI0B BbicoKO# tutoTHOCTH (JITIBIT);
- HeOoIbIIas akTUBHOCTH penentopos JITTHIT,
- HapylleHUs B CBEpTHIBAIOIICH cucteme KpoBu (yBenuueHue (uOpHHOTeHa B CHIBOPOTKE,
HACJIEICTBEHHAs HEIOCTATOYHOCTh (PMOPUHOIUTUUECKON aKTUBHOCTH);
- apTepuaibHas TUNEPTEH3US;
- caxapHbIil 1uaber.
DeHOKONNH THIIePIUITHIEMHUIl, CBSI3AHHBIE ¢ HAPYIIEHHeM JMIUJIHOT0 00MeHa, MOTyT ObITh
00ycJI0BJICHBI IeICTBHEM TAKUX CPeI0OBbIX (PAKTOPOB, KaK:

e kypenue (cmeptHOocTh OT MBC cpemu kypsimux Beiie B 2-5 pa3, 4yeM cpeau

HEKYPSAIINX);
e runoauHamus (puck cmeptu oT UBC y ¢pusnyecku ManoakTUBHBIX Jt0JIei B 3 pa3a
BBIIIIE);
e HecOalaHCUPOBAHHOE MUTAHUE; U3MEHEHNUE MIUHEPAIILHOTO COCTaBa BOJIbI

* Bouxop H.IT Knuuuueckas reHeTuka: YueOHUK. - 3-€ U3/., UCIIp. U joi., 2004. - 480 c.



e  UIMTETHHBIA TIPUEM MSTKOW BOJBI, OemHON MuHepanbHbIMEH colisimu (Ca, Mg,
JUTUH, ITUHK);

® BO3JICHCTBUE OTPHUIIATEIHHBIX IICHXOCOUATBHBIX (DAKTOPOB;

® [IpUEM KOHTPALENTHUBHBIX CTEPOUIOB.

[Ipobnema  HAcIENCTBEHHOTO MPEAPACIOJOKEHUS K XPOHHYECKMM HEMH(EKIMOHHBIM
3a00JIeBaHMSM 3a MOCIIeIHEE BPEMS BBIIBUHYJIACH B PSIJl BEAYIIUX B COBPEMEHHON KIMHUYECKOM
MEUIIMHE.

B ocHoBe reHernueckoil MpeapacroioKEHHOCTH K OOJE3HH JICKHUT KOHCTEIUISIUS MHOTHX
FEHETUYECKUX JIOKYCOB, JCMCTBYIOUIMX IO NPHUHLHUIY aJAUTUBHOCTU. JloKaszareiabcTBa poJv
HACJIEJICTBEHHBIX (PaKTOPOB B Pa3BUTHH ATHUX 3a00JICBAaHUN B OCHOBHOM IOJIyYEHBI C TIOMOIIBIO
KIIMHUKO-T€HETUYECKMX METO/IOB: T'€HEaJIOrMueCcKOro U OJIM3HE0BOrO.

Ecnu B ceMbe ecTh OOJIbHBIE MIIEMHYECKON OOJNE3HBIO CEpAlla, CaxapHbIM AMA0ETOM, S3BOM
JIBEHA/ILIaTUIIEPCTHOM KUILKH, ITU30(QpeHuel, peBMaTU3MOM, BEPOSITHOCTh 3TUX 3a00JIeBaHUI B
MOCJIEYIOLIUX TTOKOJIEHUSIX BO MHOTO pa3 BbILIE, YeM B 0011ei nonynsuuu. B tabin. 1 npuBenenst
yCpeHEHHbIE INTEPATypHbIE TaHHbIE, XapaKTEpPHBIE JJIs1 pa3IUUHbIX 3a00JI€BaHU B 1I€JIOM, XOTS,
OYEBMJIHO, YTO KAXKJ0€ U3 HUX MOXKET MPEACTaBIATh COO0H COOpHYIO IpYIIy pa3IMYHBIX KaK B
HACJIEICTBEHHOM, TaK U MaTOr€HETUYECKOM CMBbICIIE O0JIe3HE.

VY6enutenbHble JaHHbIE MOJIYYEHBI NMPU COTMOCTABICHMM CTETEHW KOHKOPAAHTHOCTH MO 3TOM
rpymnre 3a00JeBaHui MEeX Iy MapaMu OJHOSNIIEBBIX U ABYANULIEBbIX Oau3HenoB. 13 Tabi. 2 BUIHO,
YTO UMEETCSl 3HAYUTENILHO 00Jiee BhICOKAsh KOHKOPJIAHTHOCTD M0 PUBEICHHBIM 3a00JI€BaHUSIM B
rapax MOHO3UIOTHBIX OJIM3HELIOB IO CPABHEHUIO C TU3UTOTHBIMH.

Ecth m uHBIE A0OKa3aTeNbCTBAa 3HAYMTENBHOM pOJIM HACIEICTBEHHBIX (DAaKTOPOB B Pa3BUTUU
yKa3aHHBIX Bbllle 3a0oneBaHuil. OHAKO, MHOTHE CIEHUAINCTbI, B TOM YHCII€ KIMHUILIKCTHI,
naTo(pU3UOJOTH W TEHETUKH, IOJHHMMAIOT BOIPOC O HACIEACTBEHHBIX MAaTOT€HETHUYECKUX
MEXaHHU3MaX, ONPEIENAIOMNUX NPEaPacloNoKeHHOCTh K Oosie3Hu. Creayer HAlmOMHHUTB, UTO
ydqacThe  OOJIBIIIOTO  YWClia TEHOB B (opMupoBaHMM  JIOOOTO  HOPMAJIBHOTO
WJIM MAaTOJIOTMYECKOT0 MpU3HaKa OIpeesseT psag oco0eHHocTel (peHoTumna.

Tabauya |. Yacmoma 3abonesaemocmu cpedu poOCmMEEeHHUKO8 Nep8oll CheneHu poocmaa.

YacroTa (B %)

5

3abosieBanme B o01eM

CpeIu POJICTBCHHUKOB OOJIbHBIX
HACEIICHUN

Mmemuueckast 607€3Hb cepara 0,65 B 5pas Gombme, seM B obmem
HAaCEJIEHUN

Caxapnbiii tuadet (10 50 neT) 0,60 10,0

SI3BenHas 00Je3Hb (,I[BeHaI[HaTI/IHepCTHOI/IIO, 56 75

KHIITKH )

[Tn30bpeHus 0,85 14,0

PesmaTusm 2.0 9,6

Tabnuya 2. Konxopoanmnocms no 3a601e6aemocmu 8 napax MOHO3UCOMHBIX U OUUSOMHBIX
6nusneyos.

KonkopnantHocTh (B %

3a0onieBaHue )
IMOHO3UTOTHBIE TN3UTOTHBIE

Mimemudeckas 6osie3Hb cepiia (KEHIIHHBI) 44 14
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['unepronnyeckas 32 10
CaxapHbIil tuader 42 12
PeBmatu3m 37 {6,6
[1n30¢penns 67 18
ODIIIICTICHS 48 10

st OoJsie3Heil ¢ HACJeJACTBEHHBIM MPeIPACHOI0KEeHHEM XapaKTepPHbI CJeayHIIme
0CO0EHHOCTH:

1) yacrora 3TUX 0OJIe3HEH B MOMYNSAIMHM 3HAYUTEIHLHO MPEBBIIIACT YACTOThI, U3BECTHBIC IS
COOCTBEHHO HACJICAICTBEHHBIX, TaK HA3bIBAEMBIX MOHOTEHHO JIETEPMHUHUPOBAHHBIX, OOJIE3HEH;

2) KIMHUYECKHUH TOJIMMOP(U3M, 3HAYUTEIIFHO BAPhbUPYIOIIUI OT CEMbH K CEMbE;

3) KIMHUYECKUI KOHTHHYYM TPOSIBIICHUN OOJIC3HU OT €€ BBIPAKEHHBIX (POPM JI0 €7Ba YIIOBUMBIX
CYOKJIIMHUYECKUX MPOSBIICHUI M HOPMBI, @ TAK)KE CYIIECTBOBAHNE MHOKECTBEHHBIX TIep €XOTHBIX
¢dopM B mpenesiax HO30JI0THIECKOTO CIEKTPa JaHHOTO 3200 I€BaHUS.

Ha ceromHsmmuii eHh 4€TKO CHOPMYIMPOBAHBI KPUTEPUU OTIMYANA MEXKIy OOJIe3HSIMHU C
HACJIEICTBEHHBIM TPEAPACIIONIOKEHHUEM ITOJTUTEHHOTO M MOHOT€HHOTO THITa HACIIEIOBAHUSI.

1) B cityuyae OoJie3HEH MPeapacoiOKSHUST PUCK 3a00JIeBAEMOCTH JIJIsl WICHOB CEMbH BO3pPACTaeT,
€CITH B CEMbe Y)K€ UMENIOCh TAaHHOE 3a00JIeBaHNE paHee;

2) Tshxenasi popMa MposIBICHUS 0OJIE3HU Y PpOoOaHIa OTPaXKaeT BBICOKHI PHCK 3a00J1€BaEMOCTH
IUTSL APYTHX YJICHOB CEMbH,

3) B ciyuae pa3lMYHOTO pacrpenesieHuss OOJIe3HH IO MOJy CPEeId POJCTBEHHHKOB MEHEe
MIPEPACTIONOKEHHOTO I0JIa YacTOTa 3a00JIeBaeMOCTH OY/IET BBIIIE.

Cerognst pa3paboTaHbl JOCTaTOYHO YETKHE KPUTEPUH, IO KOTOPHIM MOYKHO OIPENEIUTh
MOJIUTEHHBIE MOJICTTH HACJICOBAHUS, OTIPEACIISIFOIINE TIPEIPACIIONIOKEHUE K OOJIE3HSIM.
Hawnbonee BaXHBIM W TEPCHNEKTHBHBIM HAIpaBJICHUEM B pa3paboTKe MpodsieM OoJie3HEH ¢
HACJIEICTBEHHBIM IPEIPACIIOIOKEHUEM SIBIISICTCA BBIABICHUE W AaHAIU3 IaTOT€HETUYECKUX
MapKepoB, (POPMUPYIOIIMX MEXaHW3MBbI, IpeJpacrojararoliue K pa3BUTHIO 3aboseBaHus. B
CllydasiX MOHOI'€HHOTO XapaKTepa HAacCJIEJCTBEHHBIX OOJIe3HEH MaTOr€HETHYECKUE MEXaHHU3Mbl
JEUCTBUSL MYTQHTHOI'O I'€HAa MPUHLMIUAIBHO SICHBl. OHM MOTyT OBITH MPOMIUIIOCTPUPOBAHBHI,
Hampumep,  JeicTBMEM  TeHa  IpU  CEpHOBHJIHO-KJIETOYHON  aHEeMHM,  KOTOpOE
OCYILIECTBIISICTCS OJHOHAIPABIEHO 4Yepe3 IOCIEOBATENbHYIO LIENb HPOLECCOB A0 YPOBHSA
KJIETKH, YTO B UTOTE U OINpe/ieNsIeT KIMHUYECKOe IPOsBIEHHUE O0JIE3HU.

CoBepuieHHO HMHasg W ropas3o OoJiee CIOXKHas KapTHHA BO3HMKAET B Cilydae IOJMIE€HHOTO
Haclle/IoOBaHMs, KOIJa Mpeapaciioyio’keHHe K OOJIe3HM pa3BUBAeTCSl Ha OCHOBE aJIMTHBHOIO
B3aMMOJEHCTBUS psAJla TEHeTHMYeCKUX JeTepMHMHAaHT. Ha npeacraBieHbl AUCKPETHBIE
OMoJIOTHYECKHE MapKepbl, OOHApY)KEHHbIE y OOJBHBIX IIHW30(ppPEHUEH M HX POJACTBEHHHUKOB.
Xapakrep HacleJOBaHUS ATUX (PEHOMEHOB ObUI ONpesesieH B OO0JbIION cepuu OJIIM3HELOBBIX U
reHealornyeckux ucciepoBanuil. Okaszanoch, YTO HapylleHHs B oOMeHe OMOreHHbIX aMUHOB,
NOsIBJIEHUE B OMOJOTMYECKHX MKHMJIKOCTSX OOJBbHBIX AHOMAJbHBIX META00JIMTOB, U3MEHEHUs
¢byHkuuu cucteMmbl T-TMM(OLMTOB, CYIIECTBOBAaHWE AHTUTHUMUYECKOTO (PAKTOPa B CHIBOPOTKE
KpPOBH OOJIBHBIX, @ TaK)K€ U3MEHEHUsI CTPYKTYpbl MEMOpaH KJIETOK HE3aBUCHUMO APYr OT JApyra
KyMYJIMPYIOTCS B IOMYJISILIUK POJCTBEHHUKOB OOJIbHBIX MHU30(pEeHuEH.

AHanmu3 OJHOTO W3 JMCKPETHBIX OMOJIOTMYECKUX MapKepoB MIM30(pPEHUM IOKa3ajl, 4TO €ro
pacripeielieHie OnpeenseTcs 0OJHUM I'eHOM C TpeMs aiesisiMu. Peub uJ1eT 0 HUTOTOKCHYECKOM
MHJIEKCE, BBIPAKAIOIIEM CTENEeHb AHTUTMMUYECKONW aKTMBHOCTU CBHIBOPOTKH KPOBH OOJIBHBIX
mu3odpeHneit 1 uxX poACTBEHHUKOB. CrenuaabHble METOIbl FTeHETHYECKOTO aHAJIN3a MOKa3alH,
YTO NMPHUBEJICHHBIE paclpeieIeHUs] JOCTaTOYHO XOPOIIO OMHMCHIBAIOTCSI MOHOTEHHOM CUCTEMOIT 13
Tpex ajuiesen. Cemeiinblii (reHeaToTUYECKUiA)
aHaJu3, MpoBeIeHHbIN Ha 19 ceMbsx OOIBbHBIX, TOATBEPANI 3TO MPEANOI0KEHHUE.

CxoaHble pe3yibTaThl OBLIM IOJYYEHbl B IOCHEAHUE TOJAbI NMPH T'C€HETUYECKOM H3Y4YeHHUH
MyJIbTHU(AKTOPUATBHON  MpUpoAbl  arepockiepo3a. [loMCKM  TIeHeTHYeCKHX  MapKepoB



NPEIpacloioKEHUsT K  aTepOCKIEepOo3y TMpPHUBETM K ONUCAHWIO 3  TJIABHBIX T'EHOB,
JIETePMUHUPYIOIUX TunepaunuaeMuo. OUH reH ONpeesisul MOBBIIICHUE YPOBHS X0JeCTepUHA
(cemeliHasg TUINEPXOJIECTEPUHEMMUSI), BTOPOM — COJAEpXkKaHUS TPUIVIMLEPUIOB (ceMelHas
THIIEPTPUTIIHLIEPUIEMHES) U, HAKOHEL, TPETHH I'eH BhI3BIBAJI OBBILICHUE YPOBHS U TOTO U APYTOTO
(KOMOMHHMPOBAHHAS TUIIEPIUTTUACMUS).

B pesynbrate 3THX HccnenoBaHuii OBIJIO YCTAHOBIICHO, YTO BCE TPU BapuaHTa, 0COOeHHO | u 3,
ACCOIMHMPYIOTCS C PAaHHUM aTePOCKIEPO30M KOPOHAPHBIX COCYNOB. B 3TOM cityuae 3aboJieBanue
BO3HUKAET B 52 rojaa (CpeIHUE AAHHBIE), Y FPYIIBI JUI[ O€3 YIOMSHYTBIX MPU3HAKOB CPEIHUMN
Bo3pacT — 62 rona. [lpenmosaraercs, 4Tto 3TH MapKepbl B KOMOMHALMU C JAPYrUMU
OMOJIOTUIECKUMU daxTopamu CO3JIAI0T MEXaHU3M MPEPaCTIONOKECHUS K
Pa3BUTHIO aTepPOCKIepO3a U HHPAPKTa MHOKap/Ia.

Takum 00pazom, M3 CKa3aHHOTO CIIENYET, YTO MOMCKH M aHAJIU3 MAaTOTCHETHYECKUX MapKEpOB
SIBIISTFOTCS TJIABHBIM HAIPaBJICHUEM B M3YUEHHH MPUPO/IbI HACIEICTBEHHOTO MPEIPACIONIOKEHHS
K OOJIE3HSIM.

JI71st OCYIIIECTBIICHUS ATOH 3aJa9¥ IPU OPTaHU3AIUU PA3HOCTOPOHHETO HCCIIeIOBAHMSI TATOTEHE3a
0oJie3HEN ¢ HACIIEACTBEHHBIM IMPEIPACTIONOKEHUEM MPUHITUITHAIBHO BAXKHBIM TPEACTABISIETCS
pUMEHEHHE HOBBIX 00Jiee aIeKBaTHBIX MOJIX0/I0B K UX aHAITU3Y.

Ha coBpeMeHHOM 3Tare pa3BUTHS HAyKW yIaJlOCh YCTAHOBUTH HE TOJILKO MPHHITUITHAIBHBIN (DakT
PO HACJEACTBEHHBIX  (PAKTOPOB, HO U OLEHHUTH UX  KOJIMYECTBEHHBIH
BKJIQ/I B 9THOJIOTHIO TOW TPYIITBI 3a00JI€BaHUH.

Jia mm3odpennn korpGUIUEHT HACIEICTBEHHPCTH cocTaBiseT okoio 80 %. Drto o3Hauaer,
YTO BKJIAJ] T€HETUYECKUX (PaKTOPOB B pa3BUTHE 3a00aeBanus coctabisieT 80 %, a ocranpubie 20 %
onpenenstores pakropamu cpens (Tadm. 3). s caxapHoro auadera ¢ Bozpactom 10 30 JeT 3ToT
BKJIa) coctaBisieT 70 %, s MIIeMuYeckoi 0ose3HH cepAmna ¢ paHHUM HadaioM — 60 %, s
peBmatouiHoro aptpura — 70 % u 1. 1. MI3ydeHune reHeTHKU MpeapacioiokeHus K 00JIe3HsIM
CTaBUT Ie€pe]l UCCIEOBATEISIMU PSAJ HOBBIX MPOOJIEM U OTKPHIBACT HIMPOKUE MEPCHEKTUBBI
JTAIBHEHIIET0 Tporpecca HaMMX 3HAHUH 00 ASTHOJOTHMH OOJBIIOW TPYIIBI XPOHUYECKHUX
3a0osieBaHMil. bonblioe mpakTHUeckoe 3HAueHUEe JUIsl 3/paBOOXpPAHEHUS MMEET TOYHOe
oTpeJieNieHue Kpyra JIUI, MOJIBEP)KEHHBIX BBICOKOI CTEMEeHHM pHCKa 3a00J€BA€MOCTH BBUAY UX
HACJIEICTBEHHOW MpepacroyioKEeHHOCTH K Pa3BUTHUIO OO0JE€3HH. DTa Tpylna Ul J0JDKHA
HaXOJUThCSl TOJI TMPUCTAILHBIM BHUMAaHHEM Bpadeil U SABIATHCA OOBEKTOM [OCTYIHBIX H
3G GeKTUBHBIX MNPOPUIAKTUUYECKUX MEPONpUITUNA. BbisBIeHHE /ULl C BBICOKUM PHUCKOM
3a00JIeBA€MOCTH  JIOJDKHO  CTaTh  KpPaeyrojbHbIM KaMHEM B CHCTEME COBPEMEHHOMN
MpOPUIAKTUYECKON METUIUHBI.

Tabnuya 3. Kosgpuyuenmol nacneoyemocmu 6onezneti npedpacnonodicerus.’

boJie3nn 03(pduuuent IHaCJ'IeI[yeMOCTB (B %)
erpeccuu

Caxapnblii tuadet (Hadano 1o 30 jier) .35 70

iemudeckass  OoJie3Hb  cepjia (paHHeelol 30 |6O

Ha4yaJo)

[Tr30bpeHus |O,4O 180

PeBMaTOMIHBIN apTpUT |O,35 70

CteHo3 nuiiopyca (My>KYHHbI) 0,30 {60
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3HaHME S3TUOJIOTMM U 3aKOHOMEPHOCTEH HAclIel0BaHUSA STOW Ipynnbl 3a00JI€BaHMM UMeEET
00JIbIII0€ 3HAYCHUE JJIS IPOTHO3a TedeHus: 0ose3Hu. CTOMT OTMETUTh, YTO 3HAHHE CEMEHHOTO
aHaMHEe3a 3HAYUTENIBHO OO0JIeryaeT NMpPOTHO3 BEPOSITHOCTU CIy4aeB OO0JIE3HH B KOHKPETHBIX
ceMbsix. M 4TO HEMalOBa)KHO, PE3yIbTaThl N3yYCHHS TEHETHKH OO0JIe3HEH MPeapacioIoKeHUs —
HHCTPYMEHT B pyKax IIPaKTHYECKOIrO Bpadya IIpH IPOBEACHUM MEIMKO-TEHETUYECKOU
KOHCYJIbTallhH.

W3yuenne reHeTnyeckux (HaKTOPOB IPEAPACIIONONKEHUS K OOJe3HsIM KpailHE HE0OXOIMMO
IS pa3paboTKH  crienu(UYeckux  MeToJ0B  JAuddepeHIUpoBaHHONW  Tepanuy  JTaHHBIX
3a00JIeBaHMIA HA OCHOBE ()apMaKOTCHETHKH.



