O030p TEMBI:
HaCJIeACTBEHHbIE U
BPO>KIE€HHBIE
3a00JIeBaHILS

PaccMOTpuM DpUUMHBI, IPUMEPHI U IIPODIIAKTUKY
HaCJIeJCTBEHHBIX U BPOXKIEHHBIX OOJIe3HEIN.




Hcropusa u passurue
N3yUeHUS
HaCJIEACTBEHHBIX U
BPO>KIEHHBIX 00JIe3Hel

[lepBbIe onmcaHs BPOXKIEHHBIX 0COOEHHOCTEN
IIOABILJIVICH B APEBHOCTU. MeHenb 3am0XII
OCHOBBI HacjiencTBeHHOCTH B XIX Beke, a B XX Beke
reHeTNKa cTaja OTHEJIbHO HAYKOV, II03BOJIAIIIEN
IIOHITH OOJIE3HN HAa YPOBHE T'€HOB U1 XPOMOCOM.




YTo TaKoe HacliegCTBEHHBbIE I BPOKIEHHDBIE
3a00JIeBaHIA?

HaCJIe,HCTBeHHBIC 00JIe3HM BbI3BAHBI M3MEHEHMAMH B reHaX U IIepeaarnTcCd OT pOI[I/ITeﬂeﬁ AECTAM UEPE3
HaCJIEOCTBEHHOCTDb.

BposxménHbie 3abosieBaHUA (DOPMUPYIOTCS ['s1aBHOE OTIINMUME — HACIEACTBEHHDIE
BO BpeM4d pa3BUTUA IUJIONA IOA BIAUSIHUEM CBA3AaHBI C TEHETUKOU, 4 BPOXKIEHHBIE
BHEIITHIX (DaKTOPOB, TAKUX KaK MHQPEKIIII MOTYT OBITH BHI3BaHBI PA3HBIMUI

VI Bp€HbI€ BEeIIECTBA. IIprNiYrMHaMI BO BpEMA 6€p€M€HHOCTI/I.



[IoueMy BO3HMKAIOT BPO>K/IEHHbIE 3a00JIeBAHMS?

I'eneTnueckne aHoManny, HaIIpuMep, USMEHEHMI B XPOMOCOMAaX, MOTYT
1 IIPUBECTU K CEPbE3HBIM IMATOJIOTUSM y peOEHKa.

Bpennsble ¢pakTopbl BHYTPUYTPOOHOTO Pa3BUTHS, BKIOUAS BUPYCHI, IEKAPCTBA U
2 panmanuo, CnocoOHBI TOBPEeIUTH SMOPIUOH.

BpenmHble MPUBBIUKY MaTepyu — KypeHNE U yIIOTpeOIeHre aTKOTONS —
YCUINBAIOT PUICK ITOSIBJIEHNS BPOKIEHHBIX MedeKTOB.

4 3aboneBaHud MaTepu, HarIpuMep Anadet v MHQPEKIMI, a TaKXe TUIoXasd
9KOJIOTUS, BIUAIOT Ha 3JJ0POBBE IIJI0JA B IIepBhIe Henean OepeMeHHOCTI.



MexaHU3MBbI HaCJIEACTBEHHOM Iepegaun 00JIe3Hel

AyTOCOMHO-TOMVHAHTHBIN TUI: 00JI€3Hb MPOSIBIIIETCA IIPU
HAJIMYMY OTHOI M3MeHEHHOI KON FeHa, PUCK I peOEHKa
10 50%.

AyTOCOMHO-peIeCCUBHBIN TUI: I O0JIe3H HY>KHbI JIBE
VISMEHEHHBIE KOIINI, PUCK 25%, €CIN 00a pPOOMTENI HOCUTEIN
MYTaLI.

CHeruieHHBIE C IT0JI0M 3abosieBaHUS, HaTpUMep TeMOopUIns,
yalle BCTPEYarTCd Y MaJIbUMKOB 113-32 0COOeHHOCTEeN X-
XPOMOCOMBI.



OCHOBHBIE HACJIEACTBEHHbIE 3A00J1eBAHUA

CeprioBUHOKIETOUH
asg aHeMUs

3abosieBaHueE,
pacpoctpaHéHHoe B Adpuke,
XapakTepusyercd
HeIIPaBUWJIBHON (popMoit
reMOIJIOONHA, UTO CHIDKAET
KIICJIOPOOHYI EMKOCTb KPOBU U
BBI3BIBAET YCTAJIOCTD U OOJIIL.
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MyxkoBucunmos

910 reHeTUUeCcKoe 3a00JIeBaHme
y €BpOIIEeNiieB, IPU KOTOPOM
HapyIaeTcs pabora
IObIXaTeJIbHBIX ITyTe 1
ITOKEJTy JOUHO >KeJIe3Bl,
IIPUBOMS K CEPHE3HBIM
1poOieMaM C IbIXaHUEM I
IUIlleBapeHEM.

DeHNMIKeTOHYPUSA

HacnencrseHHOE HapyllleHe
oOMeHa BelleCTB, IPUBOIIIIEe
K HAKOIUICHUIO TOKCUUHBIX
IIPOJTYKTOB U 3aJIepKKe
YMCTBEHHOTO pa3BuTus 6e3
CBOEBPEMEHHOTO JIeUeHNS.

HaapTOHU3M

Hapyiuenue BoctipuaTusg
IIBETOB, Uallle BCTPEYAETCI Y
MY>KUMH. ITOT T€HETUYECKUIL
nedekT BiusgeT Ha KIeTKU
CEeTUATKM IJlasa I
OTPAHVYMBAET
LIBETOOLI[YII[€HIIE.



Bpo>xpéHnnble 3a00/1eBaHU A, HE CBSI3aHHBIE C
HACJIE[ICTBEHHOCTHIO

Ilopoxu cepaua

YacTo BcTpeuaroTcs medexTsI B
CTPYKTYpe cepAlia, HalIp/IMep, HEIIOJIHOe
dbopMupoBaHMe KIANlaHOB VIV
OTBEpPCTUA MEXOAy KaMepaMU, UTO
3aTpyAHAET HOPMaJIbHBI KPOBOTOK.
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BpoxxpénHasa

KpacHyXxa

OcnoxHeHHe y IUIOAA IIPU 3apasKeHUN
MaTepU BUPYCOM KpPaCHYXM BO BpeMs
OepeMeHHOCT, UYTO BHI3bIBAET
cepbé3Hble AedeKThI pa3BUTUSA Y MOXKET
IIPUBECTY K IIOTEpe CIyXa MM 3peHU .

PacigeamHa ryobl

9TO HapyllIeHNe CTPYKTYPHI TyOHI,
Ha3bIBa€MOE «3asubell Iy0oir»,
BO3HIKAET 13-32 HENIPABUJILHOTO
cpacTaHUs TKaHell B IIepBbIe HeeIN
OepeMeHHOCTH.

Pacimenmua Héda

3-3a HenmorHoro (opMMUpOBaAHMI
MSTKOTO VJIU TBEPIOTro HEDa
IIOSIBJIIETCS «BOJIUBS ITACTh», UTO
BBI3BIBAET IIPOOJIEMBI C IUTAHNEM U
peubio y peOéHKa.



CraTHCTUKA PACIIPOCTPAHEHHOCTI 3a00JIEBAHMIT Cpea
HOBOPO>KIEHHBIX

BO3 coobi1aeT, uto BpoKaéHHbIE qedeKThI
BXOMST B TPy BETYIIIX IPUUITH
MJIaJIEHUECKOJT CMEPTHOCTYI BO BCEM MIUPE.

Bopicokag yacTora Takux 3a00JIeBaHU
IMOAUEPKMBaAET HEOOXOIMMOCTb paHHETO
BBISBJICHUS U IIPOPUIAKTUKI B 3OPOBbE
neTell.

I YacToTta HacneacTBEHHbIX M BPOXAEHHbLIX 3a001eBaHNiA

BO3, 2023



Kak nposgBiIsiroTCs HacjeACTBeHHbIe 3a00/IeBaHNA?

MeTrabonuueckue paccTpoiicTBa: epMeHTHBIE
HeJOCTATKI BBI3BIBAIOT IPOOJIEMBbI C 0OMEHOM
BEILIECTB U TPEOYIOT CITEIMAIbHOTO MUTAHUS IS
HOPMAaJIN3AIUU COCTOSHIIA.

Py3myecKe CMMIITOMBL: aHOMAJINN CKEJIETA,
pasMepsl Teja, IopakeHe OPraHOB 3PEHU U CIIyXa
MOTYT OBITh OUEBUHBIMU C POXKICHN.

CUMIOTOMBI MOTYT IIPOABUTHCS B IIEPBbIE TOIBI
KI3HU, UTO TpeOyeT paHHE OAMArHOCTUKIL JIJIS
CBOEBPEMEHHOTO JIeUeHN I U IIOAIEPKUBAOILIEN
Teparnm.

Hesposoruueckne ImpusHaKki: 3agepKKa pa3BUTU,
CYZOPOTY M 3MJIEIITUYECKINE IIPUCTYIIBI YACTO
CUTHAIU3UPYIOT O TEHETMUECKOV MAaTOJIOT .



CoBpeMeHHBIE MEeTOAbI PAHHEN TMAaTrHOCTUKN
3200J7IeBAaHUIL

IIpeHaTanbHBIN
CKPUHUHT

Bxnrouaer Y3U n ananus
KpOBU OepeMeHHO s
OLIEHKV PUCKA BPOKIEHHBIX
IIATOJIOTUII IIJIOOA C BBICOKUM
YPOBHEM TOUHOCTU U
0€e30IIaCHOCTI.
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HemaBa3mBHOE
TeHEeTIMUEeCKoOe
TeCTUPOBaHUE

ITo3BosgeT onpeneanTnb
reHeTUUeCcKrie aHOMAJINU Y
IJIOJA IO 00pa3iiaM KpOoBU
MaTepu Oe3 pucKa A
OepeMeHHOCT.

AMHUOLIEHTE3

MuBasuBHag npoienypa
3a00pa OKOJIOILJIOTHBIX BOJI
IJIS1 TIOIPOOHOTO
reHeTMYeCKOTo aHaIm3a,
peKOMeHTOBaHa IIPU BHICOKOM
pucKe 3a00JIeBaHUIL.

XopuoHNUyecKas
omorcus

Panuag nuargoctmka Ha 10-12
Henmean OepeMeHHOCTH, IIPU
KOTOPOII MCCIIeAyeTCS TKaHb
IUTAIEeHTHI OIS BBIIBIECHUS
HaCJIeICTBEHHBIX HAPYIIIEHUI.



CpaBHUTeIBbHAasA TA0JINIIA: HACIEACTBEHHBIE VS
BpO>K/IE€HHbIE 3A00/IeBaAaHUA

Tabnuna cpaBHMBaeT OCHOBHBIE KPUTEPUU T10
IIPONICXOKIEHNIO, CITOCO0Y IIepenaun,
IIpUMepaM, MeTOJaM BBISBIIEHII,
podMIIaKTUKE U BEPOSITHOCTHU
BO3HUKHOBEHUS HACJIENCTBEHHbBIX I
BPOKIEHHBIX 3a00JI€BAHUIL.

HacnencrseHHbIe 3200/ IeBaHUA CBIA3aHBI C
reHETUKOU U Tpe6y10T KOHCYJIbTal[MII1, TOTga
KaK BpPOKJIEHHBIE 00yCJIOBJIEHBI BHEIITH MU
dakTopaMu 1 nX IIPoPUIAKTIKA
COCpEenOTOUYEHA Ha 3JOPOBBE MaTEPU I
OKPY>KaroIlleM CPEDI.
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Kputepun

[MNpnunHa

Cnocob nepegaun

[Mpumepsl

MeToabl
BblABN1eHNA

[MpodhnnakTmka

BepoAaTHOCTb

HacneagcrtBeHHble
3aboneBaHusA

[eHeTnyeckaa myTtayums

[NepepatoTca no
HacneacTsy

MykoBuCLMNA03,
remogomnnns

[eHeTnyeckuin aHans

[[eHeTn4yeckoe
KOHCY/IbTUpOBaHme

3aBUCUT OT reHoTuna
poanTeneu

BpoXaéHHble 3a60neBaHuA

Bo3aencTBmne TepaTtoreHoB

Bo3HuKaloT cnyvyanHo

KpacHyxa, Nopoku cepgua

Y3W, CKPUHWUHT

300pOBbI 06pa3 XNU3HN MaTepw

3aBUCUT OT 3KOJIOTUN U
counanbHbIX OakTOpPOB

Munsopae PP, 2023



PoJyib reHETIUECKOTO KOHCYJIBTUPOBAHUSA B

I'emeTmueckoe
KOHCYJIBTUPOBaHIE IIOMOTAeT
POOUTENSIM IOHITh PUCKI
repeauy HacleICTBEHHBIX
3a00JIeBaHUII U IIPUHATD
000OCHOBaHHBIE pelIeHUs IIPU
IUIAHVUPOBAHUM CEMbBU 10
HACTYIUIEHISI OepeMeHHOCTH.

npodrIakKTuke

B mporecce KoHCyIbTalIUM
JICCJIEAYIOT CEMEVHYIO
MICTOPIUIO, OLIEHNBAIOT
BEPOSITHOCTD OOJIE3HU Y
OynmyIiero peO€HKa 1 JarOT
pPEeKOMEeHIalNN T10
TOMOJTHUTETbHBIM
o0cCIeIOBAaHMAM I

PO WIIAKTUYECKIIM MEPaM.

B oTmenpHBIX cirydasx
Ha3HAYAIOT
IIpeUMILIAaHTAIIIOHHY IO
nuarHoctuky npu 9KO, uro
II03BOJISIET BBIOPATh SMOPMOHBI
0e3 reHeTUUeCcKIX aedeKToB
N1 IMILTaHTAIIIL.
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[IpenaTranpHass MpodMIAKTIKA BPOXKIEHHBIX
3a00JIeBAaHMIT

ITpuém dpomeBoit
KICJIOTBI

Ynorpebienue 400 MKr ¢onyeBOl KICIOTHI
3a 1-3 mecqaua mo 6epeMeHHOCTI/I
3HAUNTEJIBHO CHIDKAET PUCK IedeKToB
HepBHOII TpyOKM y 1mrona Ha 70-80%. 9to
npocrtas u 3¢pPexTuBHAT Mepa
NPOPMITAKTUKIA.
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OTkas oT BpegHbIX
NPUBbIYEK

BosgeprkaHue OT aJIKOToJI ¥ KypeHUs 10 U
BO BpeMs OepeMEeHHOCTY YMEHbIIIAeT
BEPOSTHOCTH IIOBPEXAEHNS IIOAA
TOKCUHAMMU, YTO CHIDKAET PUCK
BPO’KIEHHBIX [IOPOKOB PA3BUTUS U
OCJIOKHEHITI OepeMeHHOCT.

Baxmumuaanuga

YKEHIIIITH

BaknmHauug npoTuB KpacHyXU U
rernatuta B mpenorsparjaet
MHOUIIMPOBaHNE MaTepy BO BpeMs
OepeMeHHOCT) U 3aIlMINAeT IO OT

CepbE3HBIX BPOXKIEHHBIX 3a00I€BAHUIA.

IImanupoBaHue Cpoka
OepeMeHHOCTU

OnTrMaNbHBI BO3PACT AT
OoepemenHOCTM — OT 18 mO 35 JET. 91O
CHIDKAET PUCKM XPOMOCOMHBIX
AaHOMAJINII U CITIOCOOCTBYET JIyUILIEMY
TEeUeHNI0 OepeMEeHHOCTH U 30OPOBBIO
peOéHKa.



Ba>xkHOCTB 00pa3a >KM3HM POJUTEIEI IS 3TOPOBhA
OymyI1gero pedénka

310poBOe IITaHNE MaTepu o0ecreulrBaeT He0OXOMMMble BUTAMITHBI ¥I MIKPO3JI€MEHThI, YMEHbIIIAeT
PIUCK BpOKIEHHBIX AePEeKTOB 1 00ecreunBaeT ONTUMAIbHOE Pa3BUTHE ILIOIA.

OTKa3 OT aJIKoT0JIsA, TabaKa 11 HAPKOTMKOB 3 YuacTue oTiia Ba;KHO OJIA

10 ¥ BO BpeMs OepeMeHHOCTU CHUKaeT IIpEeNOTBPALLEHIA I'€HETUYECKIX MYy TalVIL
TOKCHUECKOe BO3eJICTBIIE Ha ILJIO U’ B CIIepMe, IOAaepKaHNg SMOLMOHATIBHOTO
yJayullaeT oOIye MoKa3aTeau 3JI0POBbS KJI/IMaTa ¥ CO3aHMA 3J0POBOM CEMEVTHOM
MaTepu 1 pebEHKa. cpenbl oI Oyayiero pebéHka.
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BausHmne HeOIaronpuMATHBIX 3KOJIOTNMUECKUX (paKTOPOB

B YacTtora BpoxAEHHbIX AedhekToB Ha 1000 HOBOPOXAEHHBIX
16

14

BbicoK1e ypOBHU 3arpA3HEHNI BO3AyXa I

BO3IEVICTBUIE TSI KEIhIX METAJLIIOB 12
YBEIMUNBAIOT YaCTOTY BPOKIEHHBIX
AHOMAJINI B pETrMOHaX C IPOMBINIIEHHbIMU
BHIOpOCAMU. g

10

YBenmueHme 3arpsa3HeHU CPEabL 6
KOPpEeJIMPYET C POCTOM UIICJIA BPOXKIEHHDBIX
ITIOPOKOB, ITOJUEPKMBAT HEOOXOAMMOCTH
9KOJIOTUUECKUX Mep OIS TpOodUIIaKTUKI 2 -
3a00J1€eBaHUIA.
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CoBpeMeHHBbIE TEXHOJIOTUM JIEUEHIISI HACIEICTBEHHBIX
I BPO>KTEHHBIX 3200 IeBAaHIUI

I'eroTepanud Mo3BoJIIeT 3aMEHUTD IIOBPEXIEHHBIE I'e€Hbl, OTKPbIBAasA HOBbIE
1 BO3MO’KHOCTY [IJISI JIeUeHUS FreHeTMUecKX 0oJie3Hell, TaKMX KaK JIOIIeHCKAs
MBIIIeUHas TUCTPOPUL.

TpaHcrIaHTaIMg OPTAaHOB U TKaHEl IIOMOTaeT BOCCTAHABIMBATH QYHKIIUIN
2 IIOPa’KEHHBIX CUCTEM U YIYUIIIAET KAUECTBO KI3HI IIAIIMIEHTOB C
BPOXXOEHHBIMI IIOPOKAMIL.

CTBOJIOBBIE KJIETKU IIPUMEHSIIOTCS IJIS pereHepanuy TKaHell U JIeueHNs paaa
3 HACJIeJICTBEHHBIX U BPOKIEHHBIX 3a00JieBaHIIT OJrarogaps CBoel CItIoCOOHOCTI

K muddepeHIInpOBKe.

TaprerHsble npenapaTthl BO3AEVICTBYIOT HEIIOCPEACTBEHHO HA NATOTeHETIUECKIIE
1 MexaHU3MbI, a TexHosioruu CRISPR oberjaror TouHOE pegakTupoBaHMe reHoOMa
C LIEJIBIO YCTPAHEHIA MY TALIUI.



ConmaabHasa M ICUXOJOTNYECKasa MogaepKKa ceMen C

IIlcuxosornmueckas
IIOMOIIIb CEMbAIM

T'ocymapcrBennbie u HKO
IIpeiaraloT KOHCYJIbTall U
IIOAIEPKKY, ITOMOTrad
POAUTENAM CIIPABUTHCA C
SMOLMIOHAJIbHBIMU
Harpy3kaMu U YKPENUTh
ceMelHbIe OTHOIILIeHI.
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NETHMU C 0COOEHHOCTSIMM PAa3BUTUA

———

4

KabumHeThI
MOAEePIKKIU IJIS
aeTel I poauTesen

CrnienmajbHO OpraHM30BaHHBIE
IIOMeEIeHUI 00eCIIeUBAIOT
KoM@opTHOe oOIIeHNE U
o0yueHUe, CIIOCOOCTBYS
pasBUTHIO peOEHKA I
CHVDKEHIIO CTpecca I BCell
CEMBIL.

OOpasoBaTeIbHbIE
IpOrpaMMBbI IO
VMHKJTIO3UI

[IporpaMMBbI ITOBBILIAIOT
OCBEIOMJIEHHOCTH OOIIIECTBA,
CIIOCOOCTBYIOT MHTETPAI[UA
IeTel ¢ 0COOEHHOCTAMU
Pa3BUTHKSA B IIKOJBHYIO KII3Hb
U YIYyUIIAIOT COLUATIbHYIO
aJarTanunio.

OpranumsanmoHHas u
MaTepHaJIbHas
IOMOIITh

CeMbU IIOJTy4arOT JOCTYII K
pecypcam, GUHAHCOBO
Ioiep>KKe 1 MHPOpMaIun,
YTO IIOMOTaeT CHU3UTD
coluaIbHbIe 0apbhephl I
YIAYUYLINTb KAUeCTBO KU3HI.



18

MaccoBoe nmpocBenieHe M BaKIIMHAIUA IIPOTUB
NH@PEeKINMOHHBIX 3200/ 1€ BAHU

IIpocBeTUTENIBCKIIE KAMIIAHUN IIOBBIIIIAIOT
MHGOPMIUPOBAHHOCTh OYIYIINX POMUITEIIEN O PICKAX
BPOKIEHHBIX Ne(eKTOB U Ba)KHOCTY CBO€BPEMEHHOIN
BaKL[MTHALINII.

[IpuBUBKM IIpOTUB KpaCHYXM, KOpY, BETPAHKM U remnarura B
CHIDKAIOT BEPOSITHOCTD OCJIOKHEHUIT OepeMeHHOCTU I
3alUIIAOT IO OT CEPbE3HBIX HAPYIIIECHUIL.

ObpasoBaresibHbIE ITPOrpaMMBbl GOPMUPYIOT OTBETCTBEHHOE
OTHOIIIeHNIE K 3JOPOBBIO OyayIIero peb€éHKa 1 CTUMYJIUPYIOT
yuacTue HaceJIeHISI B TPOPUIAKTIUECKITX MEPOIPUSITUIX.



[ITpodpummakTuka HacJIeACTBEHHBIX M BPOK/IEHHBIX
3200/I€BaAHUIL: ITOCJIEe0BATEJIBHOCTD AEeICTBUIL

HUcrounnuk: Munsnpas P®, 2023

BHepgpeHue

MpeHaTanbHbIN .
MepaunumHckoe P pekomMeHgaunn

ob6cnegoBaHue reHeTUYeCKux CKPWHUHT o

y (Y3W, TecTbl)
pogutenemn NCKOB ' npopunakTmke
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3HAUNMOCTh NPOPMIAKTUKN IS
3TOPOBbhS OYTYyLINX IMMOKOJIEeHWIT

KomMmmirekcHasg mpodmiiakTuKa HacJIeICTBEHHBIX ¥ BPOKIEHHBIX 3a00JIeBaHIIT IIOMOTA€eT CYIIIECTBEHHO
CHU3UTDH PUCKU, 0OecreurBasi KaueCTBO KIM3HU U 3JOpOBOe pa3BuUTHUe OyayInux aereii. BaxxHa
rojaep>kKKa o0I1ecTBa ¥ COBpEeMeHHbIe MOCTVKEHS MeIUIITHEI.



