TEPANEBTUYECKAA A MPOrHOCTUYECKAA MEAOVUNHA - CMEHA
NAPAOUTM. STUHECKUE NPOBJEMbI MPUMEHEHWA METOLOB,
MCNONBb3YEMbIX MEAMLMHOW ANA OMATHOCTIKM U KOPPEKLIMM
MYTAHTHbIX FEHOB (FTEHETUYECKM CKPUHWHT 1 TECTUPOBAHME,
FEHEANOMMYECKMM METO[, NMPEHATANBHASA OVATHOCTUKA).
MOPAJTIbHbIE ACIMEKTbI MEOQWKO-FTEHETYECKOIO
KOHCYJIbTUPOBAHWA (DNPEKTUBHAA N HEOUPEKT/AIBHAA MOJE/b).

BbinonHuna : ctyaeHTka 2 kypca 218
rpynnbi

[lonosa AHHa




NNPOrHOCTUYEKAA MEONLWHA

MeauumHa, paboTaroLas cerogHs Ha MOMEKYNSPHOM YPOBHE, BCe bonee
CTaHOBUTCH «MPOrHOCTMYECKON». ®paHLy3CKuii MMmMyHonor 1 reHeTuk XK. [locce
nonaraet, YTo NPOrHOCTUYECKAs MEANLIMHA «NOMOXET CAENaThb XM3Hb
YyenoBeka J0NroN, cYacTNMBOW U NULLEHHON bone3Heny. HO TONbKO OAHO «HOY,
C TOYKM 3peHuns XK. [locce, CTOMT Ha NyTW 3TOM CBETIION NEPCneKTMBLI. JTO —
«JIMLLO UNK rpynna nuw, ABWXMMBIX XaxXaoW BNnactT 1 HepeaKo 3apaXeHHbIX
TOTaNnUTapHON MOE0NOrNENy.




[TpOrHOCTUYECKY0 MEeOULMHY eLLe MOXHO OnpedenuTb Kak 6ecCybBbEKTHYIO,
OE3MMYHOCTHYIO, T.€. CNOCODHYIO K ANarHoCTUpPOBaHM0 6e3 CyObEKTUBHBIX
nokasarersien, xanob naumerta. OHa AENCTBUTENBHO CNOCOBHA NpeBpaTUTLCH
B peasibHbIn 1 becnpeLeaeHTHbIN pblyar KOHTPOSSA U BNacTy, Kak Had
OTAENbHLIM YENOBEKOM, TaK W Haf OTAeSIbHbIMU HapoaaMu, STHUYECKUMM
rpynnamu n gaxe permoHamun. 3T npoLiecchl BbicBe4nBatoT, nodemy B 60-70-x
rogax XX seka qopmynunpyetcs Takas gpopma MEAULMHCKON STUKU Kak
broaTnKa, KoTopasi Ha4YMHaET paccMaTpUBaTh MeANLIMHY B KOHTEKCTE npas
YerioBeka.

J—




* KccnenosaHus 1 OTKPbITUSE B 0BMACTU rEHETUKM YenoBeKa,
NPOUCXOASALLME CEroaHs, HOCAT NPaKTUYECKN PEBOMHOLMOHHBIN
xapaktep. Peyb naeT o BO3MOXHOCTY CcO30aHusl «KapTbl reHOMa
YenoBeKa» UMM «NaTonormyeckon aHaToMnM reHoma YernoBekay» C
yCTaHOBMIEHWEM Ha AnuHHOW cnmpanu AHK mecToHaxoxaeHus
reHoB, OTBETCTBEHHbIX 3a HACneACTBEHHbIe D0Ne3HN. ITu
BO3MOXHOCTW NexaT B OCHOBAHWM MOEeN reHHoW Tepanui Kak
COBOKYMHOCTW METO0B NeYeHns Unn NpoTe3npoBaHns
nedeKTHbIX reHoB. ﬁ




 BTopxeHue B CTpoeHue 1 YHKLMOHMPOBAHWE FeHeTUYECKMX
CUCTEM YeroBeKa MOXET ObITb OCYLLECTBMEHO Ha OBYX YPOBHSAX
COMaTN4YECKOM 1 dAMOPUOHANBHOM. B CBSA3M C 3TUM BO3HUKIU
HOBbIE pa3genbl MeauumHel — OHK-TexHonormm, amépuo u
UuToTEpPanus, T.€. BHYTPUYTPOOHas AMArHOCTUKa U NEYEHUs Ha
cTagusix aMbpuoHa unu nnoga.




 Manunynsiuum ¢ aMbproHansHbIM MaTepuanoM UMeT
HenocpeacTBeHHOe BO3AENCTBME Ha HACNEACTBEHHOCTD, T.€.
CNOCOBHbI NepeaBaTbCsl MO HACNEACTBY M3 NOKONEHNS B
nokosnexue. [lanee reHetnyeckasa anarHoCTMKa nepepacraert B
reHeTUYEeCKyHo NPOrHOCTMKY, onpenensas OCHOBaHUS
PEBOSTOLMOHHLIX U3MEHEHUN B MEAMULIMHE, KOTOpas NonyyaeT
BO3MOXXHOCTb 324010 40 MOSABMNEHUSA «KITMHUYECKOWN KAPTUHbI
OonesHn» Yernoseka, Jaxe [0 ero POXAEHNs ONpeaennTb, Kakue
3abonesaHue emy rpossT. [laHHaa cutyaums dukenpyeTcs
NOHATNEM «NPOTrHOCTUYECKad MeauLMHAY.




* ®opmupoBaHMe NPOrHOCTUYECKOU
MEAMNLIMHBI CBSI3aHO C NOSIBMEHNEM
HOBbIX, B YaCTHOCTW, MEMNKO-
Bronornyeckux, pbi4aros
yNpaBneHNs 1 BNacTu Hag
YeIT0BEYECKOM XU3HbIO, W,
crneaoBaTenbHo, ¢ HOBbIM HAboPOM
CPEACTB OrpaHNYEeHuS]
yenoseyeckon cBobobl. Ho
bronornyeckoe orpaHuyeHme
cB0bo/bI — 3TO Hanbonee
3(PPEKTUBHOE €€ OrpaHNUYeHNe,
CBSI3aHHOE C BO3MOXHOCTbIO €€
HeobpaTMMon yTpaTbl. ITUM
onpeaenseTca ocTpoTa 3TUYECKOU
pedriekcm COBPEMEHHbIX
BroreHeTMYECKMX UCCneaoBaHuun.




» CerofHs uccnegosarenu reHoma
yerioBeka roBopsiT 0 BrnecTaALmx
repcrnekTMBax reHHOW AMarHoCTUKY
n Tepanun. Tem He MeHee, He UMeS
OnbITa OTpULATENbHbIX A
NOCNEACTBUIA, OHU BCE Xe NPU3HatoT
CTENEHb pUcka CBOEK
neatenbHocTu. [pocpeccop KaH
[locce, naypeat Hobenesckow , !
NPeMuM No UsNoIorMn 1
meauumHe (1980 r.) KoHcTaTUpyer: y
«B obnactu reHeTukn Yenoseka /
HepasyMHOe W1CMOob30BaHNe HOBbIX
TEXHOMNOMN MOXET MPUBECTM K
KaTacTPOUYECKNM
NocrneacTBUsIMY.




CunysiHosa W.B. (1997) oTmeuvaeT, uTo reHeTuyeckue
MaHUNynsuum ¢ 3MOp1oHaMu NO3BONUIN «NEPENTU K3
cdhepbl NPOCTOro pabckoro noapaxaHus Npupoae B Kyada
bonee yBrnekaTenbHbIN MUP YeI0BEYECKOM
n300peTaTenbHOCTK, rAe «Mbl Npeaonpeaensem u
npucnocobnsiem, hopMmupyem» noaroTOBMEHHOCTb K XU3HM
NAEN B 3a[1aHHbIX HAMW KacTax U OAHOBPEMEHHO
«NpuBKBas NMobOBb K MX HEN3BEXHOW, BbIOPAHHOW HaMW
coumanbHon cyasbey. Hemano atuyeckux npobnem
BO3HMKII0 Nepes YEN0BEYECKUM COODLLECTBOM B LIENOM U
nepea MeanLMHCKON 0BLLECTBEHHOCTbLIO, B YAaCTHOCTK, B
CBS13U C NPOBEAEHNEM MENKO-TEHETUYECKUX
nccnegoBaHuii, 0COOEHHO LIMPOKO Pa3BEPHYTLIX B
nocneaHue OeCATUNeTHs.
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» B 1988 r. npobeccop 3. baHkoBCKMI,
pabotaslumn B BO3, nucan: «poBoanmble B
HacTosILLEee BPEMS UCCMEA0BaHMS Mo
OCHOBHbIM acnektam buonorum Yeno-
reHeTYECKON OCHOBE XW3HW NpeBpaLLatoT
Ha4yano HOBOW Hay4HOW 3pbl, CBOEro poaa
pesonounn B meaunuuHe XXI B. OHu
OTKPbIBAOT BOSMOXHOCTb M3MEHWUTb (PYHKLIM |
OnpefeneHHbIX FEHOB C LEMbH0
npeaynpexaeHns Unm NeYeHns MHOMMX
3aboneBaHnn 1 HapyLLIEHWIA, KOTOPbIE
3aMOXeHbl B HALLKX KNETKaX C MOMEHTA
3a4yaTns. OgHaKo Takou TEXHOMOrnen,
CMOCOBHON BHECTU KOPEHHBIE U3MEHEHNS B
cyabby YenoBeyecTBa, 3noynoTpednsaTL
Henb3s. Hago oxpaHATb YenoBeyveckue
LIEHHOCT 1 YeNOBEYECKOE OCTOUHCTBO.
OO6LLecTBO AOMKHO CNEAUTL 3a TEM, YTOObI
He HapyLlanucb Xpynkue rpaHuLb
3TUYECKOrO NPUMEHEHNS ATUX HOBbIX
MOLLIHbIX BO3MOXHOCTEW.




B ceHTabpe 1992 r. BMA npunsna [eknapauuto «O
npoekTe «['eHoM YerioBekay, B KOTOPOW OTMeYanach:
[TpoekT «['eHOM YernoBeka» OCHOBaH Ha NPeAnonoXeHUN
0 TOM, YTO 3HaHWe MHGopMaLWK cogepKallencs B
reHoMe YenoBeka, No3BONAET ANarHoCTMpPOBaTh
MHOXECTBO reHeTUYECKMX 3aboneBaHnin 10 MOMEHTa
3a4aTus 1, COOTBETCTBEHHO , MOMOTYT M0AAM CAenaTth
npaBusIbHbIA BbIOOP. KNoYOM K NOHUMAHWIO reHETUYECKIX
3aboneBaHWi ABNAOTCA MAEHTU(MKALMA U onpeaeneHmne
reHoB nocne mytauun. CoOOTBETCTBEHHO MOXHO FOBOPUTb
0 TOM, YTO NOHMMaH1e B1oONOrMYECKon NPUPOAbI
yenoseka cBsA3aHo ¢ naeHtudukaumen 50 000-100 000
[eHOB, COEPXaLLUMXCs B XpOMOCOMax yenoseka. [poekt
«'eHOM YenoBeKka» MOXeT NOMOYb MAEHTUULMPOBATH U1
OnpeaensiTb XapakTePUCTUKM rEHOB, CBA3aHHbIX C
reHeTM4YeckMMn 3aboneBaHnsaMm, HanpuMep, TakMK, Kak
caxapHblil AnabeT, WwunsodpeHns 1 bonesHb
Anburenmepa. 'eHbl onpeaenstoT NiLwb
npeapacnonoXeHHOCTb K aTM 3aboneBaHusaM, a
paspeLuatoLLmn pakTop HereHeTUYECKMi. BuisiBrneHne
NpeapacnonoXeHHOCTH K TakuM 3abonesaHnsM NMomorsio
bl MX NPOUNAKTU3NPOBATL NyTEM M3MEHEHNS 0bpa3a
KN3HW, OMETbI U NEPUOANYECKNX OCMOTPOB.




Bo BTOpOM nonosuHe XX Beka npounsoLuna 3 o b ‘

«KOHLIENTyarnbHas PeBOMOLMSI»,- 0 DONe3HsX 2CA % M L A
CAGTCAGTUN

CTanu gymatb B TEPMUHAX Broxmmmu.

CerogHsa Mbl iBnsiemcs cBuaeTeNnsmMu HOBOK . " \
ACTGCACAGACCCRN:

PEBOIIOLMN, KOTOpasi OTOXAECTBASAET MeH C
MpOrpammoit Bcex OMOXMMIUYECKMX NPOLIECCOB

‘ ON
B KneTtkax Tena. C 3TMYEeCKON TOUKN 3peHns "CGAGCAC’YC Wﬂ ;
BaXHO KaK MOXHO ObICTpee nony4nTb g W m :
MHOPMALMIO O reHOMe, MOCKOMbKY OHa CyNuT CCAGGCT

nydliee NoHUMaHKe 3TUOMOTK 1 naToreHesa I/
MHOrux 3abonesaHuit. Bmecte ¢ Tem, aTa \ GGGGG U »
MH(OPMALNA MOXET OKa3aTbCs HecnonesHon /¥

[10 TeX Nop, Noka obLECTBEHHOCTb U MHAMBUL, CCC
AGGTT IGA

He ByayT MHAOPMMPOBAHbI O BO3MOXHOCTSAIX

BbIOOpa NyYLwIero nyTh NCNONb30BaHNS 3TOM AG
MHbOpMALWK. GTAGMGGTTC




FEHETUYECKUM CKPUHWHT

Cyl.l.l,eCTBy}OT TeCTbl, NO3BOJIAIOLLME 6y[J,yLLl,VIM NN HOBOUCNEYEHHBbIM POANTESIAM Y3HATb,
BO3MOXHbI JI Y UX OXNOaEeMOro Uit HOBOPOKAEHHOTO pe6eH|<a reHeTu4eCKne HapyLeHus.
Takne TecTbl Ha3bIBAOTCH rEHETUYECKUM CKPUHMHTOM.

[[€HETUYECKNN CKPUHUHT NO3BONSET 0OHAPYXUTb HACNEACTBEHHbIE FEHETUYECKIE
3aboneBaHns, a Takke HapyLLEeHWs, He MMEIoLLMe HAaCcNeOCTBEHHbIX NPUYMH. [[eHETUYECKUM
CKPUHWHI MOXET NPOBOANTLCS A0 3a4aTus, B Xode HepeMeHHOCTH Uin cpasy xe nocne
poXaeHUs pebeHka.

Healthy Healthy
carrier carrier
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ECTb pa3Hble TUMbI TECTOB, BKIHOYAKOLLE OCHOBAHHBIE HA UCTOPUM CEMbU, ITHNYECKOM
NPOUCXOXAEHWUN, OOPOLOBON CKPUHUHT 11 CKPUHWUHT HOBOPOXOEHHLIX. [epBble ABa B1Aa
NPOBOAATCA A0 3a4aTist UM B CaMOM Havane 6epemMeHHOCTU. [JopoaoBOoiA CKPUHUHT
NPOBOAMTCA B NEPBOM TPUMECTPE UMK B CAMOM Hayane BTOporo). CKPUHUHT HOBOPOXAEHHbIX
00bIYHO NPOBOAUTCS, Koraa pebeHKy OAuH AeHb).

-




TecTbl CEMENHOTO U ATHUYECKOTO CKPUHMHIA NpeaHa3HaYeHbl Ans 00HapYXeHUs nogen, y
KOTOPbIX HET NPK3HAKOB M CUMMTOMOB 3a0D0SIEBAHNS, HO OHU SBMAKOTCH HOCUTENSAMM
W3MEHEHHOT0 reHa UM XpoOMOCOMbI, KOTOPbIE OHK MOTYT nepefaTb CBOUM LETAM, YTO MOXET
NPUBECTU K DONE3HN.

Poautenu, koTopble 6eCnoKoATCA HACHET BO3SMOXHbIX FEHETUYECKMX HAPYLIEHWN Y AETeEN,
MOTYT NMPOWATN FeHETUYECKUN CKPUHUHT [0 UK BCKOPE nocne 3avaTus. Pacnonaras
WHOPMaLmMeit, NoTeHLManbHbIE POAUTENN MOTYT OLEHWUTb CTENEHb BEPOSTHOCTH NOSBIEHUS
reHETUYECKNX HapyLLeHUn y pebeHKa 1 NpUHATbL 06ayMaHHOE peLLEHNE.




PA3JIMYHBIE BUObI FTEHETUYECKWUX TECTOB

[lnarHocTnyeckoe TectTupoBaHue. Ecnn y Bac eCTb CUMNTOMbI H0ME3HM, KOTOpast MOXET ObITb
Bbl3BaHa reHeTUYeCcKon aHoManuen, AMarHoCTUYeckoe TECTUPOBAHIE MOXET NOATBEPAMTD,
YTO Yy Bac ecTb aTa 60M1€e3Hb. Crincok 3aboseBaHui, KOTOPbIE MOXHO BbISIBUTH TakUM
crnocobom, Bce BospacTaeT. Cpean AnarHo30B, KOTOPbIE MOXET NOATBEPAUTL FrEHETUYECKOE
TECTUPOBaHME, NONKMCTO3 NoYeK, cuHapom MapdaHa u HelpodubpomaTos.




*  [locMnTOMHOE TECTMPOBAaHWE Ha 3ab0oneBaHus B3pocnbIx. ECnn y Bac B ceMbe eCTb
reHeTUYeckoe 3aboneBaHne, TECTUPOBaHIE [0 NOSBMNEHUS CUMMTOMOB MOMOXET BbISICHUT,
ecTb 11 Y BaC pUCK Momny4uTh Takoe 3abonesaHue. Hanpumep, 370 kacaetcs
HaCcNeACTBEHHOMO paka rpyam U SUYHUKOB U BonesHn XaHTUHITOHA.

» [locumnTOMHOE TecTUpoBaHMe Ha 3aboneBaHns B3POCIbIX. ECM y BaC B CEMbE eCTb
reHeTnyeckoe 3abonesaHune, TECTUPOBAHWE 0 NOSBIIEHNS CUMMNTOMOB NMOMOXET BbISICHUTD,
eCTb NV y BaC p1CK Nony4nTb Takoe 3abonesaHue. Hanpumep, 310 Kacaetcs
HacneaCTBEHHOrO paka rpyan U AMYHNUKOB M DONE3HN XaHTUHITOHa.




[lopozoBon ckpuHKHT. Ecnn Bbl GepeMEHHbI, CYLLECTBYHOT TECTbI, MO3BONSOLLME OBHAPYXNUTL
aHOManuu B pa3BuTMM Nnoga. PacLyienneHne No3BOHOYHMKA M cMHOPOM [layHa —
CPABHMTENbLHO YacTble aHOMaIK, N MHOTUE XEHLLMHbI AENAKOT TaKue TECTbI..

CKPWUHWUHI HOBOPOXAEHHbIX. OTO CaMblid PacnpoCTPaHEHHbIN B FEHETUYECKOrO CKPUHIHTA.
[TpoBepsieTcs HanM4mne Taknx 3aboseBaHNiA, KaK BPOXAEHHbIN TMNOTUPEOD3 1
(DEeHUNKETOHYpUS. TeCTMPOBaHME HOBOPOXOEHHbIX 04eHb BaXHO, MOCKOMbLKY Mpu
oBHapyxeHnn 3ab01eBaHNS NeYeHe MOXHO HauMHaTL HEMENEHHO.




[EHEAJTOTMYECKMI METO[I

B ocHOBe 3T0ro MeToa NexuT CoCTaBIIeHWe 1 aHann3 poLOCIOBHbIX. ITOT METOZ LWMPOKO
NPUMEHSIOT C APEBHNX BPEMEH 1 [0 HALUMX OHei B KOHEBOACTBE, CENEKLMM LEEHHBIX SIMHUM
KPYMHOrO poraToro CKoTa 1 CBUHEN, NPy NMosyYeHn YACTONOPOAHbIX CoBak, a Takke npu
BblBEIEHWN HOBbIX NOPOA, NYLLHbIX XWBOTHbLIX. POAOCNOBHbIE YenoBeka COCTaBNANNUCH Ha
NPOTSXXEHUN MHOTWX CTONETMIA B OTHOLLIEHUM LIapCTBYHOLLMX CeMeicTB B EBpone n Asuu.

FeHeanorMLleCKMVl METOoA,

O) e

D 3A0POBLIA MyXY
MOHO3UIOTHBIE
6nusHeus

OHD npo6ana
7

OD BHEOpayYHan cBA3b

Puc. 7. 6
CHMBORBI, MCIONL3YEMbIE NPH COCTABNEHNHN POROCIOBH




Kak MeToz n3yyYeHnsi reHeTUKM YesloBeKa reHeanormyeckun MeTos ctanm NnpUMeEHsTb TONMbKO C
Havana XX cTonetus, Koraa BbISCHUIIOCh, YTO aHanu3 POAOCIIOBHbIX, B KOTOPbIX
NpOCnexuBaeTCs nepeaava U3 nokoneHus B NOKONEHNE Kakoro-To npusHaka (3abonesaqus),
MOXET 3aMeHUTb COBOM (haKTUYECKN HENMPUMEHWUMbIV B OTHOLLEHUM YeNOBEKa
rmbpmaonornieckuin MeTos.

[pun cocTaBeHUn POLOCOBHbIX UCXOAHLIM SBIISETCA YerioBek — npobaHa, poAoCNOBHYHO
KOTOPOro n3yyatoT. OBbIMHO 3TO UnK BOSLHON, UMM HOCUTESb ONPEAENEHHOr0 NPU3HaKa,
HacnegoBaHKne KOTOPOro He0bXoAMMO M3y4unTb. [1pn COCTaBNEHUM POLOCNOBHbLIX Tabmy
MCNOMb3YHOT YCIOBHbIE 0003Ha4YeHMs, npeanoxeHHble . KOctom B 1931 1. (puc. 6.24).
[TokoneHns 0603Ha4arT PUMCKUMU Ldpamu, MHAMBUAOB B JAHHOM MOKONEHUN —
apabckumm,

46 POAOCAOBHOEApGBO .




C NOMOLLbIO reHeanornyeckoro Metoda MoxeT BbITb YCTAHOBMEHA HACNeACTBEHHAS
00YyCrOBMNEHHOCTb M3y4aeMoro Npu3Haka, a Takke TUn ero HacnegoBaHus (ayTOCOMHO-
OOMWHAHTHbIN, ayTOCOMHO-PELIeCCUBHbIA, X-CLIENIEHHbIN JOMUHAHTHBINA UM PELIeCCUBHbIN,
Y-cuenneHHbIn). MNpy aHanuse pogoCnoBHbIX MO HECKOSIbKUM NpU3HakaM MOXET ObITb
BbISIBNIEH CLENSIEHHbIN XapaKTep WX HacneLoBaHMs, YTO UCMOMb3YHT NPK COCTaBNEHUM
XPOMOCOMHbIX KapT. 3TOT METOZ NO3BONSET N3y4aTb MHTEHCUBHOCTb MYTaLMOHHOIO
npoLecca, OLEeHNUTb 3KCMPECCUBHOCTL M NEHEeTPaHTHOCTL ansens. OH WMPOKO 1CNosb3yeTCs
B MeMKO-reHETUYECKOM KOHCYNbTUPOBaHWUM 4118 MPOrHO3MpoBaHus notomctaa. OaHako
HeobX0aNMO OTMETUTb, YTO reHeanormMyecknini aHanmns CyLLECTBEHHO OCIOXHSETCS Npy
ManoJeTHOCTU CEMEMN.




P0AoCnoBHble NPy ayTOCOMHO-AOMWHAHTHOM HacrneaoBaHWW. [Ins ayTOCOMHOrO Tvna HacneaoBaHus
B LieNOM XapaKTepHa paBHasi BEpOSITHOCTb BCTPEYAEMOCTY AAHHOTO NPU3HAKa Kak Y MYXUMH, TaK Uy
KEHLMH. JTO 00YCNOBEHO OAMHAKOBOMN BONHOM 4030 rEHOB, PACMONOXEHHbIX B ayTOCOMaX Y BCEX
NpeacTaBUTENEN BUAA W NOMy4YaeMblx OT 060UX POAUTENEN, U 3aBUCUMOCTbBIO Pa3BUBAIOLLIEroCs
Npu3Haka OT xapakTepa B3aMMOAENCTBUS annenbHbIX FeHOB.

PogocnosHble npy ayTOCOMHO-JOMWHAHTHOM HacnegoBaHuu. [1ng ayToCOMHOro Tuna HacrneoBaHus
B LIENOM XapaKkTepHa paBHas BEPOSTHOCTb BCTPEYaeMOCTH JaHHOro Npu3Haka Kak y MyX4unH, Tak Uy
XEHLLMH. JTO 0BYCNOBNEHO OAMHAKOBOW ABOVHON 40301 FEHOB, PACMONOXEHHbIX B ayTOCOMaX Y BCEX
npeacTaBuUTENeil Buaa v nonyyYaemMblx 0T 06onx poauTenen, n 3aBMCUMOCTbLIO pa3BMBaoLLErocs
NpK3HaKa OT xapaKTepa B3anMOLENCTBUS ansesbHbIX reHOB.

Ecrun aHaln3npyeTca npusHak, He BJ'II/IHI-OLLI,VIVI Ha XW3HEeCnoCoOHOCTb OopraHn3ma, To HOCUTESN
AOMWHAHTHOIO Npu3Haka MoryT BbITb KaK rOMO-, TaK retepo3nroTamu. B cnyyvyae JOMUHaAHTHOIO
HacCreaoBaHNA Kakoro-t1o natosiormn4eckoro npu3Haka (3a6OJ'IeBaHMF|) rOMO3UroThbl, KaK NnpaswuIio,
HEXM3HECNOCOBHbI, 8 HOCUTESM 3TOro NPun3HaKa — retepo3nroThl.




Takum obpa3som, npy ayTOCOMHO-AOMUHAHTHOM HacnegoBaHUN NPU3HaK MOXET BCTPEYaTbCS
B PaBHOW MEPE Y MY>KYMH U1 Y KEHLLMH 1 NPOCIEXUBAETCSA NPK 4OCTATOYHOM MO YNCIIEHHOCTH
NOTOMCTBE B KaX4OM MOKONeHUu no BepTukany. AHanmsnpys poLocrioBHble, HeODX0ANMO
MOMHMUTL O BO3MOXHOCTM HEMOJTHOIO NEHETPMPOBaHUSA JOMUHAHTHOTO annens,
00yCnoBNEHHOW B3aMMOAENCTBMEM reHOB UNnn dhaktopamu cpedbl. [okasartenb
NEeHETPAHTHOCTM MOXET OblTb BbIYMCIEH KaK OTHOLUEHWE (haKTUYECKOro Yncra HOCUTENEN
NPU3HaKa K YNCy OXunaaemMblx HOCUTENIEN 3TOr0 NPM3HaKa B AaHHOM cemMbe. Heobxoammo
TaKxe NOMHUTb, YTO HEKOTOpPbIe 3a00MneBaHNs NPOSBIAIOTCA HE Cpa3y C MOMEHTa POXAEHUS
pebeHka. MHorne bonesHu, HacneLyemble No JOMUHAHTHOMY TUMY, Pa3BUBAIOTCS JIULLb B
onpegeneHHoM Bo3pacTte. Tak, xopes [ €HTUHITOHA KNHUYeckn npossnseTcsd k 35—40
rogam, Nno3saHo NPOSIBNAETCS M NONUKUCTO3 NoYek. M103ToMy Npu NPOrHO3MPOBaHMM NOAOOHBIX
3aboseBaHWi1 B pacyeT He NpUHUMatoTCs bpaTbs 1 CECTPbI, He AOCTUTLLNE KPUTUYECKOrO
BO3pacrTa.




NNPEHATAJIbHAA OAUATHOCTUKA

* B HacTosLee Bpems 60SbLLIOE BHAMaHWE YOenseTcs
aHTeHaTanbHoMmy nepuogy passutua nnoga. CBoeBpeMeHHas
OMarHoCTUKa HapyLLEHWUMN XU3HEAEATENBLHOCTY Nnoaa v
npaBunbHasa NpeHaTtanbHasa NpogunakTuka ABNATCA BaXHbIMM
(PaKTopamMm CHIWKEHWUS nepuHaTansHOW CMEPTHOCTM U
OCINOXHEHU HeoHaTanbHOro nepuoaa.




MpeHaTanbHas AMarHocTMKa - 3T0 KOMMEKC METO0B
NONy4eHUs MHGOPMALK O NMOAE.

B HacTosiLiee Bpems K Haubornee pacnpocTpaHeHHbIM
COBPEMEHHbBIM MEeTOaM OLIEHKM COCTOSIHIS Nnoaa
OTHOCSITCS CeAaytoLLMe.

1. YNnbTpasByKoBOe MCCneaoBaHWe C MPUMEHEHNEM YEPHO-
Benon v UseTHOM gonnneporpaduu.

2. KapanoMoHUTOpHOE 1ccneaoBaHne cepagyHoi
OesATeNbHOCTY Nroda ¢ OAHOBPEMEHHOW perucTpauunen ero
[BWraTesibHoN akTUBHOCTM M TOHYCa MaTKW.

3. MeToabl BU3yaribHOro KOHTPOSS:

* AMHUOCKOMNUS;

* (peTockonms.

4. VIHBa3vBHbIE AMArHOCTMYECKMe NpoLeaypb!:
* aMHWOLEHTES;

* BMoncKs XopuoHa;

* KOpZOLeHTES.

5. Onpeaenenme KOHLEHTPALMN OCHOBHbIX TOPMOHOB
BepeMeHHOCTM 1 PaKTOPOB MATEPUHCKOM CbIBOPOTKM
(actporesl, M1, XTI, A®M u T.4.).




Y3 B npeHaTansHoM AnarHOCTUKE 3aHUMAET B HACTOsILLEee BpeMs BeyLLee MeCTO, TaK Kak
npakTnyeckn 70% OCHOBHOM MHGhOPMALIMK O MIoAE MOXHO NOSYyYnTh C ero nomowbio. MeToz
HEenHBa3MBEH (T.e. HeonepaTuBHbLIN) 1 Be30naceH, 0 Yem CBUAETENLCTBYET OmLManbHOE
coobLleHne AMepUKAHCKOrO MHCTUTYTa YNbTpa3Byka B MeauUmnHe, caenaHHoe B 1979 1. Ha
OCHOBaHMM aHanun3a MHOTOYMCIIEHHbIX MPOCMEKTUBHBIX UCCRea0BaHNi B1ONOrnyeckmx
3()(heKTOB YNbTpasByka B MEANULIHE.

[poBeneHue eTo- 1 NNaLeHTOMETPUK, ONPeLeNEeHIe KONMYeCTBa OKONONMOAHbIX BOA, a
TakxKe oLeHKa B1OhM3NYECKON aKTUBHOCTM MIOAa NO3BOMAKT MOMYUMTL BAXKHYHO
MHOPMALMIO KaK O COCTOSHUM NIoAa, Tak U HanMM4MKM psiaa akyLWepCKUX OCNOKHEHNN.




* [lo cTeneHn N3MeHEHNS NapaMeTpoOB KPOBOTOKA, M3MEPSIEMbIX NMPY MOMOLLY AaHHOTO MeToaa,
MOXHO Ha PaHHWX CTaausX NPeAnosoXMTL Pa3nYHbIe HapYLLEHWUS pocTa 1 pasBuTMS Nioaa.
[1ns1 OLIEHKM KPUBbIX CKOPOCTEN KPOBOTOKA Hanbonee 4acTo UCnonb3ylTcs napameTpb!,
3Ha4YeHMs KOTOPbIX HE 3aBUCAT OT Yria HaKMnoHa ynbTPa3ByKOBOro nyva K uccrnegyemomy
cocyay: nHaekc pesucteHtHocTun (MP), nynbcaumonHbin nHaeke (M) n
cuctonoamacronuyeckoe oTHoweHwue (CLO).

» BOIT - oTpaxaeT cTeneHb pucka Ana nNnoaa, BbIABNSEMYH0 HA OCHOBE KOMMMEKCHOM OLieHKM
MapKepoB Kak OCTPOro, Tak 1 ANUTENbHO TEKYLLEro cTpagaHus nnoga. l'vnokcemmuyeckas
CTUMYNAUMS peLenTopoB Ayr1 aopThl BbI3bIBAET rMybOKoe nepepacnpeneneHme cepaeyHoro
BblOpoca. KpoBOTOK K MO3ry, cepauy, HaanoveyHnkam 1 nnaweHTe yBenmumBaeTcs, a K
OpYrM opraHam - yMmeHbluaetcs. Bo BTopomn nonosuHe BepemMeHHOCTY NOYKM 1 Nerkue nnoga
CTaHOBATCA OCHOBHbLIM UCTOYHMKOM MPOAYKLMM OKONOMMOAHbIX BO4, M CHUXEHWE KPOBOTOKA B
9TUX OpraHax HeMMHyeMmo NMPUBOOMT K YMEHbLUEHWIO Takoi NPOAYKUMM U pasBUTMIO
ManoBoaus.




MeaukKo-reHeTU4ecKoe
KOHCY/1IbTUPOBAHUE

| 3Tan. YToyHeHue anarHo3a 3abonesaHus

Il aTan. [NpoBoAnUTCA pacyeT pUCKa POoXKAeHUA
6onbHOro pebeHka B cembe

Il 5Tan. [JaeTca o6bACHEeHMe NPorHo3a.




OCHOBHbIE COCTABIJIAKLWUNE
MEOWUKO-TEHETUYECKOIO KOHCYIIbTUPOBAHUA




MeanKo reHETMYECKOE KOHCYJTbTHUPOBAHNE —
0Co6bI BUA, MEANLIUHCKOWN MOMOLLM,
HanpaBJ/IEHHbIN Ha NPEeAYNPeXAeHne
HaCNeACTBEHHbIX 60s1e3HeN B OTAESIbHBbIX
KOHKPETHBbIX CEMbSAX




CIIACHULO
24
BHUMAHHUE




