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CopepxaHue:

HacnencTBeHHble 3aboneBaHnsa YenoBeka, ux
npeaynpexaeHue.

*3HAa4YEeHNEe reHeTUuKn ansa MeguumHbl.
*IDTUYECKME acrneKkTbl B 0brnactn meauLMHCKON
reHETUKN.

[lomaLuHee 3agaHue;

*CNMCOK NCTOYHUKOB.



HacnenocrBeHHble 3aboneBaHuUNA

YyerioBeKa, ux npeaynpexneHuve



HacneaocrtBeHHbIe
oone3sHm

U UX NTPUNYUHDI
HacnenctBeHHble 60Ne3HN MOryT ObITb Bbi3BaHbI

MYTAUNAMWU(ecriomHumes onpederneHue).
B bonbLUMHCTBE crny4YyaeB MyTaumMn BO3HUKAIOT B
rameTtax poguteneun. (lNpu4yuHa: so30eucmeue
XUMUYECKUX MymaaeHo8, UOHU3Upyouleao

usny4deHUs u m.o.).



HacneaocrBeHHbIe O0ne3Hu
N NX NMPUYUHDI

*Hanbonee 4acTo BCTpeYaroTCs reHHble MyTaLun.
*OHWN MOryT OCcTaBaTbCA HE3aMEYEHHbIMU B

reTepo3NrOTHOM COCTOSAHUM U NPOABNATLCS
dbeHoTMNNYecKkn, Nnepexoasa B roMO3UTOTHOE

COCTOAHUE.



JleueHne HacneaocTBEHHbIX
bonesHeu

* O PEKTUBHBIX CPEACTB NEYEHNA HACNeACTBEHHbIX
bonesHen noka He cyuwectayeT. OgHaKo
CYLLECTBYIOT METObI JIeYeHns, obneryatoLime
COCTOsIHME OOSbHbIX.
*OHM OCHOBAaHbI Ha KOMMeHcauun gedeKToB
meTtabonuama (Cumnmomamud4eckas meparnusi

HacriedcmeeHHbIx 3abornesaHuu).



3agaHue 1. Vicnonb3ya maTtepuarn

yyebHuKa cTp. 294-296 3anonHuTe
Tabnuuy «lfMpumepsbi

cuMnmomamu4yecKou mepanuu
Hacsie0CmeeHHbIX

3abosnrecaHul .



Taon. Npumepbl CUMNTOMATUYECKOMU
Tepanuu HacneacTBEeHHbIX

3aboneBaHnn
3aboneBaHue NMposiBneHue JleyeHue
[nabet
[emopunug
KapnnkoBocTb
PeHNNKeToHYypUd

Pe3yC-KOHMUKT




[Mpumepbl CUMNITOMaAaTU4YECKOWN
Tepanuun HacrneacTBeHHbIX

3aboneBaHuUn
3aboneBaHue NposBneHune JleyeHwne
[Nnabet HeycBaeBaeMoOCTb BBeneHue
[MOKO3bl KPOBU CUHTETUYECKOIo
NHCYNNHa
[emodunms HecBepThiBaeMoCcTb |BBeneHune paktopa
KPOBU CBEPTbIBAEMOCTHU
KapnnkoBoCTb [ MnodpyHKUNS BeseneHne ropmoHa
rmnousa pocTa
DeHUNKeToHYpus HeycBaeBaeMoOCTb [netotepanuga
doeHnnanaHuHa
Pe3yCc-KOHQMUKT Pa3pyLwieHne [MpumeHeHune
apUTPOLUTOB pebeHKa | NpenapaTtos,
noaaBnsoLLnNX

WMMYHUTET MaTepun




[MpeaynpexaeHne n npodomnakTmka
BO3HMKHOBEHUSA HacneaACTBEHHbIX
bonesHewn

PaHHAA (npeHamasibHasi) pnarHocTuka
NO3BONAET n3dbexaTb poXxaeHnst 60NbHOro
pebeHKa N CBOEBPEMEHHO Ha4aTb Jie4eHne
(Memo0 aMHuoueHme3a — aHarsiu3 Kriemok

aMbpuoHa, ecea0a UMeUWUXCH 8 OKOJI0IMITI00HOU

Xuokocmu).



PaKkTopbl, BNUAOLME Ha
300pOBbe HaceneHus



3HavYeHue reHeTuKu ans
MeaULMNHbI.



Meaouko-reHeTU4YeckKoe
KOHCYNnbTUpPOBaHUe

[1na npounnakTUkn HacnegCcTBEHHbIX
3aboneBaHNn YenoBeka NPoBOaAT MeOUKO-
2eHemu4yecKoe KOHcy/ibmupoeaHue.
OcHOBHas ero uenb — npeaynpexaeHme
POXOEHUA OETEU C FTEHETUYECKUMMU

dHOMaJlinAaAMA.



3agaum meamko-reHeTu4Yeckoro
KOHCYNbLTUPOBaHUA

*KOHCYILTUPOBaHNUE CEMEWN C BPOXOAEHHOW NaTonorneu;
*00BbACHEHNE NAUMEHTY pUCKa poxXaeHust 60rIbHOro
pebEHKA;

‘ripeaynpexneHne poacTBEHHbIX BPaKoB;

*BbISIBlIEHNE HOCUTENA aHOMAanbHOIO reHa,;
*[10P0OJ0BasA ANarHOCTUKa, NO3BONAKOLAA BbIABUTb P
3aboneBaHnn reHHOM NpPMpPoabl U XPOMOCOMHbIE
aHoManuu.



Anroputm
KOHCYJNbTUPOBaHUA

1.CocTaBrneHmne reHeanorm4eckon KapTbl U
YTOYHEHUS JMarHoa3a.

2.Bruoxmmmnyeckmne n UMToreHeTn4Yeckme
nccnenoBaHus.

3.AHanNn3 pogoCnOBHYO N NPOrHO3 BEPOATHOCTU

poXaeHUA 60NbHOro pebeHka.



Anroputm
KOHCYJNbTUPOBaHUA

1.[pun cocTaBneHnn NporHo3a y4YnTbIBAETCHA XapaKkTep
HacrneacTBEHHOro 3aboneBaHns, ero NOBTOpPEHNe
cpean poaCcTBEHHUKOB.

2.[Nocne 3Toro oUueHMBaETCA reHETUYECKNN PUCK
(CmernieHb pucKa 8bipaxaemcs 8 rnpoueHmax.
0—10 % — Hu3kasi cmeneHb pucka, 11—20 % —
CpeOHsIS cmerieHb, boree 21% — ebicoKas

cmerieHb).



ITUYeCcKume acneKkTbl B obnactu
MeOULMHCKOU NF’eHEeTUKN



IdTUYEeCKue acneKkTbl B obnactu
MeOULMHCKOU NF’eHEeTUKM

Bocnpuarne goctmkeHmnm meanLMHCKOW
reHETMKN B 00LLIeCTBe pa3Hoe (803MOXKHOE

amMelwamesibcmeo 8 JTUYHYH XKU3Hb).



IdTUYEeCKue acneKkTbl B obnactu
MeOULMHCKOU NF’eHEeTUKM

‘BbipaboTka NnpaBoOBbIX U 3aKOHOO4ATENbHbIX
MEXaHNU3MOB KOHTPOSA Me[,. FTEHETUKN U
perynsayum moparnbHbIX HOPM U LEHHOCTEWN

obLwecTBa.



IdTUYEeCKue acneKkTbl B obnactu
MeOULMHCKOU NF’eHEeTUKM

*DTUYECKNE NPOOIieEMbI, BO3HUKAIOLLME MPU
NCroNb30BaHUN HOBbIX MEOULMHCKUX
TEXHOSOMMW, U NMPUeMIeMbIE BapUaHTbl NUX
PELLEHNS Ha NpaKTUKe 00CyXaakTCcAa B pamMKax

ONOITUKMN.



[MpaBuna OMO3TUKN

°1 1PaBUJIO MpPaBOUNBOCTM,

[1lpaB1nNo KOHOUAEHUNANBHOCTMU;

[1paBnno MHPOPMMPOBAHHOIO cornacus.



CnncokK NCTOYHUKOB
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