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AKTya/JIbHOCTB

CoBpeMeHHOe OOIIECTBO CTAJIKMBAETCS C MHOXXECTBOM BBI30BOB B 00JIacTu
37 paBOOXpaHeHNs], OTHVUM W3 KOTOPBIX SIBJIAIOTCA Hacjle[ICTBeHHble 3a0osleBaHMs.
ITo panubIM BcemupHom opranmsamum sgpasooxpaneHus (BO3), oxoro 10%
HOBOPOXIEHHBIX VMEIOT BPOXIEHHBIe WIV HacIeACTBeHHbIe OTKJIOHeHMs B
passuTun. B psje cirydaes Takue 3a0os1ieBaHVSA MOTYT He TOJIBKO CHVDKATh KauecTBO
KVI3HW, HO VI IPUBOANTD K MHBAJIMAV3ALUN V1 IPeXIeBPeMeHHOVI CMEePTH.

C pasBuTrieM MOJIEKYJIIPHOVI TeHeTUKN CTaJI0 BO3MOXKHBIM JeTaJIbHO M3ydaThb
MeXaHV3Mbl HacJle[JOBaHWVs, OIIpelesaATb TeHHble MyTaluy, IPOBOOUTH
IpeHaTaJIbHYIO OVArHOCTUKY M JaXke pa3paOaTbiBaTh MeTOOBI T€HHOW Tepariviil.
ITosTOMYy M3ydeHMe Hac/Ie[ICTBeHHBIX OOJIe3HeV OcTaéTcsl KparHe aKTyaJIbHbIM IS
MeIVIIVHBI, OV0I0T MY, TeHeTVKM U COIMaJIbHOM cpephl.

KiroueBsbie cjioBa

Hacle[IcCTBeHHble  3a0ojleBaHMs, TeHeTMKa, MyTallMs, XPOMOCOMHBIe
aHOMaJIn, MOHOTeHHBble 3aboJleBaHMs, AMArHOCTMKa, CMHApoM /[layHa, reHHas
Teparns.

BBenenne

HacencrBenHple 3abosieBaHUST — 3TO rpymmna 3a00sI1eBaHMII, BBI3BIBAEMBIX
V3MEHeHVSIMI B TeHeT4YeCcKOM Marepuasle dYenoBeka. OHM mepemaroTcsa OT
ponuTesieVi K IOTOMCTBY M MOTYT ITPOSIBJISITBCSI Ha Pas/IMYHbBIX 3Tallax XM3HUM — OT
paHHero MAeTcTBa [0 3peJloro Bo3pacTa. Takme 3aboseBaHMs OOYCIJIOBJIEHBI
MyTalsiMM B OTHE/IIbHBIX T'€HaX, HapyILIeHWMSIMU B CTPYKType WIM KOJIMYeCcTBe
XpPOMOCOM, JIMOO CJIOKHBIM B3aMMOJIEVICTBMIEM TeHeTu4YecKnXx (¢aKTOpOB C
OKPY>KaroIen CpeIomn.

[Io cnocoby HaciiemoBaHWs WM OpWUYMHE BO3HMKHOBEHMS Hac/Ie[CTBEHHBIE
3a0oleBaHMs  [EJISATCS Ha  HECKOJIPKO OCHOBHBIX TIPYIIl: MOHOTeHHBIe,
XpOMOCOMHBIe 11 MyJbTudaKTOopuaabHble. Kaxaad n3 3TUX IpyHIl MMeeT CBOU
0CODEHHOCTY, MEXaHWM3MBbI Pa3BUTH U CIIOCOOBI AMarHOCTUKIA.
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VsyueHne Hac/IeZICTBEHHBIX IIaTOJIOTMY Ba)XHO He TOJIBKO [IJISI IIOHVIMAaHMS
TeHeTMYeCKX MEeXaHM3MOB, HO M IUIS pa3pabOTKM MeTOHoB HpOdWIAKTUKM W
JIledeHs,  BKJIIOYAs ~ [EePCOHATIM3MPOBAHHYIO  MEOWMIIMHY,  TI'eHeTndecKoe
KOHCYJIBTMPOBaHVe 1 TeHHYIO TepaImuIio.

Marepwnasibl 1 MeTOABI

B Xxome moOATOTOBKM [AaHHOW CTaThy OBUI IIPOBEOEH aHAIM3 HAyIHOU
JIATepaTypbl, BKIIOUask MOHOTpadm, yueOHble II0COOMS 10 TeHeTVKe 11 0110J10TIH,
nyOIMKammMy B pelieH3MpPyeMbIX XypHaslaX, Takux Kak Nature Genetics, Human
Molecular Genetics, Meduyurckas eeHemuxa v gp.

g wiaccudukammy — HacleACTBEHHBIX 3a00j1eBaHMII  VICIIOJIb30BAJIVCh
KpuUTepum, IpemioxXeHHble BcemypHO opranmsaiyen 3apasooxpanenns (BO3) u
Obmenn MexnynapogHot kitaccudmkarent oosnesnenr (MKB-11). Taxxe Ovuin
M3y4eHBl COBpeMeHHble MeTOMBI MOJIEKYJISIPHOV AMarHocTuky, Bkimodas I[ILIP,
ceKBeHMpoBaHVe HOBOro rokosieHus (NGS) v MeToOpl HUTOreHeTKIL.

Pe3synbTaThl

1. Kinaccudpmkaumsa HacjieacTBeHHBIX 3a001eBaHM

1. MoHorenHbIe 3a00s1eBaHMs
BosHukaroT BeilezcTBme MyTaluy B OJHOM OIperesIéHHOM reHe. OHM HacIeqyIOTCs

10 3aKOHaM MeHJiesns V1 o pas3gesIsioTCs Ha:

o AyTOoCOMHO-TOMMHAHTHbIe (HalpuMep, 0Oosie3Hb XaHTWMHITOHA,
cuHApoM Mapdana)

o AyTOCOMHO-peniecCMBHBIE (HammpuMep, deHWIKETOHYPYI,
MYKOBUCLIIIO3)

o CrernyieHHBIe C I10JI0M (HarlpuMep, reMopvINs, JaIbTOHM3M)

2. XpoMocoMHBIe aHOMaJIuu
BosnukaroT mpm nsMeHeHUM YmciIa VIV CTPYKTYPbl XPOMOCOM.

o AHeyrionaum (Hampumep, Tpucomus 10 21-1 xpomocome —
cuHapoM [layHa)

o CTpyKTypHBIE MepecTpoiKmn (menernu, OyIUIVMKaLIUY,
TPaHCIIOKAITA)

3. MynpTHdakTOopmaabHbIe 3a00s1eBaHMA

SIBJIAIOTCS pe3ysIbTaTOM B3aMIMOAEVICTBYS FeHeTYeCcKOV IIpeIpacIioyIo)KeHHOCTU U
dakTopos OKpYy KaroIien Cpenpbl.
[TpumMepsl: caxapHbIV AnadeT 2 TuIa, TUIePTOHMS, N30 peHns, OXpeHe.

2. ITpuMepslI HacIeACTBEHHBIX 3a00/1eBaHM

o DeHMIIKETOHY Vs (PKY)
Hacrienyercsa 1o ayrtocoMHo-perieccmBHOMy Tumy. IIpuumHa — MyTanms B TeHe,
KoaupyomeMm depMeHT deHMWIaTaHMHIMAPOKCWwIasy. Ilpu orcyTcTBUM j1edeHNs
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OPUBOOUT K TSDKEIOM YMCTBEHHOW OTCTaJIOCTIAL. HwuarHocTmka IIPOBOONTC
HeOHaTaJIbHO; JIeYeHVe — CTporas AyeTa ¢ orpaHndeHyeM deHVIajlaHVHa.

o Cuaapom HayHa
OOGycosrien TpucoMmmernt 1o 21-m xpomocome. XapaKTepusyeTcsl YMCTBEHHOV
OTCTaJIOCTBIO, XapaKTepPHBIMM YepTaMy JINIIA, BPOXIEHHBIMIM OPOKaMM CepAlia.
Yacrora — 1 ciryuant Ha 700 HOBOpOXIEHHBIX. PrCK yBemMumBaeTcs C BO3pacToM
MaTepu.

» MykoBucumnmo3
AyTocoMHO-perieccuBHOe 3a0oseBaHue. Ilpuumna — wmytanms B rene CFTR.
[IpuBoOUT K HapyIIeHMIO (QYHKIMM KeJlé3 BHEeIIHel CeKpeluy, OCOOeHHO B
JIETKMIX W TOIKeIy[dOo4HOM Xejiede. TpeOyeT HOXM3HEHHOTO MeEIUIIMHCKOTO
HaOJIrOIe HSL.

o l'emopmmnsa
CueruleHHOe ¢ IosIoM 3a0oJieBaHMe, TPV KOTOPOM HapyllaeTcs CBEPTHIBAEMOCTb
kpoBu. Yacrto mnepemaércs OT MaTepu (HOCUTesIs) CbIHY. JleueHme BKITIOUaeT
3aMeCcTUTEeJIbHYIO Tepannio (PaKTOPOM CBEPThIBAHML.

3. CoBpeMeHHBbIe MeTOIbI IMATrHOCTUKN M IPOPMITaKTUKM

o [IpeHaTasibHas [OMarHOCTMKA: IIO3BOJISIET BBISIBUTH  HaC/IeACTBEHHBIE
Oore3HM Ha paHHMX CpoKax OepeMeHHOCTM. MeTombl: aMHMOIEHTe3, OVOTICHS
xopmuoHa, Y3V, HerHBa3VBHOe TeCTMPOBaHVe 10 KpOBY MaTepL.

e leHeTueckoe TecTMpOBaHMe: CeKBEHMpPOBaHME TIeHOMa, 3K3oma, [ILIP-
AVarHOCTVKa MyTaIluL.

« [eHeTM1IecKOe KOHCY/IBTHPOBaHMe: IIpefoCTaBlIeHVie MH(POPMaLN CeMbsIM
C OTSTOMIEHHBIM aHaMHe30M, OIleHKa PVCKOB.

« HocurtenbcTBO: TecTupoBaHMe poauTesiell Ha HOCUTEIBCTBO PerjeCCHBHBIX
MyTalni, 0COOeHHO Mepe ITTaHMPOBaHeM OepeMeHHOCT.

BreiBos,

HacnencrBennnle  3abosieBaHMsI  —  BaXHBII  O0OBEKT  VCC/IEIOBAHVIS
coBpeMeHHOVI Owonormm m MemmimmHbl. OHM TalOT TpeAcTaBiIeHVe O pabore
4UeJI0BeYeCcKOro reHoMa, HacjleqyeMOCTV IIPU3HAKOB U IOCIeACTBIMSIX My TaLlL.

C pasBuTMeM TeHEeTMKM CTaJIM BO3MOXHBI Oosylee TOYHBIE METOJIBI
AMArHOCTUKYM, IPOPWIAKTUKM ¥ PpaHHero BMellaTelbcTBa. CoBpeMeHHBble
OvioMenMITMHCKIIE TEXHOJIOTMM, TaKye KaK TeHHas Tepanus M pefaKTHUpoBaHMe
renoMa (CRISPR/Cas9), maroT Hamexay Ha w3jledeHVe paHee HeM3JIeUMMBIX
IMaTOJIOT UV

TeMm He MeHee, sTMUECKIE U COLIMAJIbHBIE acIIeKThl OCTAIOTCSI Ba)KHOV YaCThIO
oOcyXIeHMsl, OCOOEHHO B KOHTeKCTe peJaKTHMpOBaHMS SMOPUOHOB U

BMeIllaTeJIbCTBa B HAaCJ/IEACTBEHHBIN MaTepmall.
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Taxmm oOpasom, moHMMaHMe IPUPOIB HAC/IeICTBEHHBIX 3a00/IeBaHMIL IMeeT
pelnaroliiee  3HadeHuMe g opMupoBaHMS  dPPEKTUBHOM  CUCTEMBI
3 paBOOXPaHeHNs, PasBUTV IePCOHAIM3MPOBAHHONM MeNVIIVHBL VI YJIy4dIleHNs

KadecCcTBa XVM3HUM ITallVIeHTOB.
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