HacnegcmBeHHbIe
60/1e3HU YenoBekKa:
KJ1loueBblie meMbl U
coBpeMeHHoe 3Ha4YeHue

[ eHeTunyeckmne HapyLeHWA, X BUObI,
ONarHOCTMKa 1 POJib B COBpeMeHHOI;I

MedunHe




AKMyanbHOCMbL
HacnegcmBeHHbIX
6one3Hel B MeguLuHe

HacnencrtBeHHblE NATONOMMM BKIOYAKOT 6osiee 6000
3a601EBaAHN 1 3aHUMAIOT NIMAVPYIOLLEE MECTO B AETCKOWM
CMEPTHOCTU, TPEBYS rMYyHBOKOTO U3YYEHUS TEHETUYECKOW
NpUPOoAdbl M METOAOB ANArHOCTUKM.



[eHHble HacnegcmBeHHble 601e3HU: YUMo
HYXHOo3HaAme

MyKoBUCUMA03 — K/IaCCUYECKUMN PeHun NIKEeTOHYpUS — | bone3Hb l[@HTUHITOHA — ayTOCOMHO-
npuMep peLeccuBHOro HapyLUeHue obMeHa | AOMUHAHTHOE pPacCTPOMNCTBO
HacnepgoBaHUs

AMUNHOKUNCNOT II

210 MyTauma reHa CFTR
NPVBOAUT K TAXE bIM
HaPYLUEHMSAM ObIXaTENbHOM
CUCTEMbI U MULLIEBAPEHUS.
3abonieBaHME NPOSABISETCS B
PAQHHEM BO3pacTe U TpebyeT
NOCTOSAHHOIO JIEYEHUS.

13-3a MyTaLum B reHe PAH
NPONCXOOUT HAKOMIeHne
deHnManaHnHa, YTo Bbi3blBAET
noBpeXaeHne Mo3sra.
CBOEBPEMEHHbIN CKPUHUHT U
oveTa npenoTBpallatoT
TSHKesble NoCeacTBuS.

MyTaumsa NpMBOAUT K
NnocTeneHHoW gereHepaumm
HEPBHOW CUCTEMbI, OObIYHO
CUMMNTOMbI NPOABNAIOTCA B
3€/1I0M BO3pacTe, Bbl3blBad
OBUraTesIbHble N KOTHUTKMBHbIE
HapyLeHns.
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XPOMOCOMHbIe 60J1e3HU U UX 0CoO6eHHOCMU

CuHapom [JayHa — Hanbonee pacnpocTpaHéHHas CuHapoM KnaltHdenbTepa — aHOManusa NonoBbIX CuHgpoM LUeplueBckoro-TepHepa — oTCyTCTBUE
TpUcomus XpOMOCOM BTOPOI NOI0BOM XPOMOCOMbI

[poncxoauT 13-3a AONONHUTENbHOM 21-1 XPOMOCOMbI.  [15 MY>XXUYMH C KAPMOTUMOM 47,XXY XapaKTepHbl OTMeYyaeTcqa Yy AeBOYEK C KaproTUMNOM 45,X0.
XapakTepunayeTcs 3a0epPXKKOM YMCTBEHHOMO Pa3BUTUS] FMNOroHaamM3M, HU3KOE MPOM3BOACTBO TECTOCTEPOHA M [pOosiBNEHMS BKIKOYAOT HU3KUIA POCT, MOPOKM cepaua

N XapaKTepHbIMU GUINYECKMMU NPU3HAKAMM. HapyLeHnsa GepTUNbHOCTM. n 6ecnnoamne.




6one3Heu

XpOoHo1orua MUMoOXoHgPUAJTbHbIX

v o 4 o

B 1063 roay 6b1110
YCTAHOBNEHO, YTO
MUTOXOHOPUN UMEIOT
cobcTBeHHyo [HK, yTo
NO3BOJIN/IO MOHATb
HacnegoBaHMe
MUTOXOHAPUANbHbIX
3ab601eBaHUN.

B 1951 roay onmvcaH
TAXe bl
HenpooereHepaTBHbIV
CUHOPOM, CBA3AHHbIN C
HapyLeHIMU
MUTOXOHOPWAaIbHOW

OYHKLUMNN.

B 1990-x rogax
BbISABJIEHbI KOHKPETHbIE
MyTauum B MTOHK,
OTBETCTBEHHbIE 3a

MUTOXOHAPWASbHbIE
OO0/1E3HM C PA3HOW
CTEMNEHDLIO TAXECTU.

CerogHs NnpUMeHsoT
MOEKYISAPHO-TEHETUYECKNE
TECTbl 1 pa3pabaTbiBalOT
OKCMEepPUMEHTAasIbHblE METODb
NIeYEeHNS, HanNpPaB/IEHHbIE Ha
KOPPEKLMIO
MUTOXOHAPUANBbHbIX
0edpeKTOoB.




Tunoul HaOcNegcmBeHHbIX 60s1e3HeuU:
cpaABHUMenbHas maénuua ==

COI-IOCTaBneH l/]e L‘la,CTOTbI, HacneﬂlOBaH l/lﬂ Tun 60ne3Hn YactoTa Hacne,qOBaHMe OCHOBHbIe nposasB/ieHnsA
N TAXKECTU Pa3SIMYHbIX HACNe4CTBEHHbIX
3aboneBaHUm. AyTOCOMHO-
PasnnyHble
NOMUHAHTHOE,
[eHHble o 1:300 MeTabonmyeckme u
peueccuBHoe, X-

CTPYKTYPHblE HapyLLEeHUs

cuenneHHoe
1:700— CTPYKTYpHbIE Un YMCTBEHHaaA OTCTas10CTh,
XPOMOCOMHbI€E
1:2000 4yncnoBble aHOMas UK NOPOKN pa3BUTUSA
MynbTUCUCTEMHbIE
1:5000-
MuTOXoHOpPUasIbHbIE 1-8500 MaTtepunHckoe nopaxeHusd, MbllleyHas

CcN1aboCTb

[ eHHble 6O1e3HM HaMboNee YaCTbl, XPOMOCOMHbIE Orphanet, 2023
— TSXKesble MOPOKUN, MUTOXOHOPWAsIbHbIE —
peakme MybTUCUCTEMHbIE 3ab0NeBaHMS



Tunoul HaOcCNegoBAHUSA: K/1lOUEeBbIe
ocobeHHOCMU

I1 Iz

AYyTOCOMHO-AOMUHAHTHbLIN TUM TPeBbyeT NPUCYTCTBUS OQHOMN AYTOCOMHO-PELLECCUBHbIV TUM NPOSABNFETCS TOSIbKO MpW
MYTaHTHOM asinenm ong pasBmMTtmns 3aboneBaHns, Kak npm MyTaumm 06enx annenen 1 4acTto BCTpeyaeTcsa y AeTen
601e3HMN [ EHTUHITOHA. [POOCTBEHHUKOB.
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HacnenoBaHue, cuenieHHoe C X-XpOMOCOMOI;I, NPOABNACSTCH [ eHeTn4yecKoe KOHCYJIbTNPOBaHME Ba>XHO AJ14 OLUEeHKN PNCKa
npenmyeCTtBeHHO Y MY>X4YUH, HaripnMep, Mnpun I'eMO(bl/U'Il/ll/I 7 N TNaHNPOBaHNA CEMb Y HOCUTENeW MyTaLI,l/IVI.
AaJIbTOHN3MeE,



MHorodbaKkmopHbie HaclegcmBeHHble
3060/1eBAHUSA: 0CObeHHOCMU

CNOXXHOCTb AMArHOCTUKM
ObyCnoBAEHA
MHO>XECTBEHHOCTbIO FEHOB-
MOONPUKATOPOB U
BapuabeibHOCTbIO CUMMNTOMOB.,

BosHukatoT 6narogaps
B3aMOOENCTBUIO TEHOB U
OKpYy>katoLlen cpenbl;
ANUreHeTnYeckne GakTopbl
CYLLECTBEHHO B/INAIOT Ha
NposaBAEHUS.

XPOHMYECKUI XapaKTep 4YacTo
TpebyeT KOMMIEKCHOro
npenoTBpaLLEHNS U
MHOTonpooUIbHOW Tepanmm.
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NU30COMHbLIEe 60one3HU HaKonneHus:
CYLLHOCMbL U npumMepbl

O6Lue xapaKkmepucmukKu

CB43aHbl C HapyLWeHMeEM QYHKLMN NTM30OCOM, YTO MPUYBOANT K HAKOMIEHUIO
HenepepaboTaHHbIX BEWECTB B KNIETKaX. ITO BbI3bIBAET MOBPEXOAEHNS
TKaHeW 1 OpraHoB.

KnuHu4yeckue nposB/ieHUAa U 3HO4YUMOCMbLL

1N TakmMx 6OMEe3HEN XapaKTePHbl CEPbe3Hble HEBPONOrMYecKme
PACCTPONCTBA, 3aMed/IeHHOE Pa3BUTME U BbICOKAs CTEMEHb
MHBaNMOM3aUMmn. PaHHee BbiIsIBIEHME yydllaeT MPOorHo3s.



UcmopuyeckKue npumMmepbl
HacriegCcmBeHHbIX 3a6051eBaHuUl

* [eModunInA LMPOKO PacnpPOCTPaHANACh Cpeam €BPOMNENCKNX
MOHAapPLLUMX CeMel, HaurHas ¢ KoponeBbl BukTopuun, roe 3aboneBaHue
nepenaBasioChb MO MY>XCKOM NHNUW.

‘ HacneoctBeHHada rnyxoTa B ceMbe AnekcaHgpa I peama benna v
0ASIbTOHM3M Y TBOPYECKUX MPOPECCUMN OTPAXKAIOT BIIUSHUNE FEHETUKM
Ha UCTOPUIO U KYIbTYPY.



MupoBafa U poccCUUCKAa cmamucmuKad
HacriegCmBEeHHbIX 6onesHeu === S

' PacnpocTtpaHEHHOCTb HacneacTBEHHbIX bonesHein (%)

POCT BbIgBN9EeMOCTM HAC1eOCTBEHHbIX
6one3Hem B Poccum cB43aH C
BHEOPEHNEM HOBbIX METOOB CKPUHMHIA
N PACLUNPEHUNEM FrEHETUYECKIUX
nccnegoBaHUN.

HacneacTBeHHble 601e3HK OCTAOTCS 3HAYNMOM
NPOBIEMON 3APABOOXPAHEHNS, TPEOYIOLLEN
YCUNEHNS MPODUNAKTUYECKNX U ANArHOCTUYECKNX
NPOrpamMm.




AuarHocmuKa HaciegcmBeHHbIX
6one3Heu: coBpeMeHHbIe Nogxogbol

- |

[lepBblv 3Tan BKOYAET COOP NOAPOOBHOro CEMENHOIO aHaMHe3a U NOCTPOEHME
POOOCNIOBHOM A4 BbIABNEHUA TUMNYHBIX CUMIMNTOMOB M NATTEPHOB HacedoBaHMA. BaXHa

oueHKa KIIMHNYECKUX TNMPUN3HAKOB Y MNnauneHTa 6NN3KUX.

JTabopaTopHble METOAbl OXBATbIBAIOT LIMTOrEHETUKY, MONEKYTIAPHOE reHeTUYeCcKoe
TecTupoBaHue (MNLLP, cekBeHMpoBaHMe) N BUOXUMUYECKMA aHAN3 O/19 BbIIBIEHUS
MeTaboNMyecKnx HapyLleHWi. MpeHaTanbHas 1 HeoHaTanbHas AMarHOCTUKa NO3BONAOT

CBOEBPEMEHHO BbIABJIATD 3abo1ieBaHuS.




NeyeHue HacnegcmBEeHHbIX 3a6oneBaHuUU:
coBpeMeHHbIe BO3MOXXHOCMU

3aMecmumenovHasd
mepanusa u
mMpPAHCMIaHMauus

[TpMeHdaoTCAa NpenapaThbl
0119 BOCMNONHEHMS oedunumnTa
OEPMEHTOB N MHCY/IMHA, a
TaKXXe TpaHcnnaHTaums
KOCTHOIo Mo3ra npu
reMoro6mMHonaTUsX,
obecneyrBast 3HaYNTENbHOE

yydueHne Kav4eCTtBa XN3HN
MaymnNeHTOB.
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feHHble mepanuu u
UHHoBALUU

[ eHHble Tepanuu
[Pa3BMBAOTCS KaK
NepcneKkTMBHoOE
HanpaBfeHne, BKItoYas
MCMNO/Ib30BaHNE BUPYCHbIX
BEKTOPOB A/19 LOCTaBKU
HOpPMasbHbIX FTeHOB, O4HAKO
OCTalOTCH
aKCNepPMMEHTAa/IbHbIMU U
TPeObyIOT AaIbHENLLNX
nccnenoBaHUN,



NMpodunaKkmMmuka HacnegcmpBeHHbIX
6onesHeu

% % %

Meauko-reHeTnvyeckoe [TpenMnnaHTauMoHHasa U MaccoBble NporpamMmsl
KOHCY/bTUPOBaHME MO3BONFET npeHaTanbHaga AnarHocTmKa CKPUHWNHIra HOBOPOXXOEHHbIX, a
CEMbSM C BbICOKMM PUCKOM noMorarT NpeaoTBpaTUTb TaK>Xe MHPOPMALMOHHO-
NOHMMATb reHeTn4Yeckmne pPOXOEeHNEe OeTen C TAXKeEbIMU NPOCBETUTENBCKA paboTa no
PUCKK U MPUHMMATb HacneaCTBEHHbIMU npenynpexXxgeHuto
OB6OCHOBAHHbIE PELLEHNS MPU NaToNornaMm, BbidBIAS ONN3KOPOACTBEHHbBIX OPAKOB
N1aHUPOBaHNM CEMbMU. reHeTnyeckme Mmytaumm Ha CHMXAIOT

PAHHUX 3Tanax pasBuTUS. PACMNPOCTPAHEHHOCTb

HacneOCTBEHHbIX

3aboneBaHunm.



CouuanbHble U ncuxosioru4yeckKue
acnekKkmbol HAGclaegCcmpBBeHHbLIX 6onesHeu

A 2 3 4

[laumMeHTbl CTanKMBatoTCH [cuxonoruyeckumne Co3gaHne KOMMAEKCHbIX Ba)xkHa opraHmsauus

C OUCKPUMUHALIMEN MPU Npo6NeMbl, BKIOYAS NCUXOCOLMANBHbIX MHKJ/TIO3VBHOTO

TPYOOYCTPOWCTBE U TPEBOXXHOCTb U NPOrpamMm u obpazoBaHud, roe

Nosy4YeHrmn obpa3oBaHu, oenpeccuto, KOHCYIbTUPOBaHMe YUYNTbIBAIOTCS

YTO BEOET K COLMaTbHOW YyCyrybnsaoTcs noMoraeT YyudllnTb OCOBEHHOCTM 300POBbS,

3019V 11 OFPAHNYEHUIO olwyLeHneM KQYeCTBO XM3HU U obecneyrBas paBHble

BO3MOXYXHOCTEW. CTUrMaTM3aLVMN CEMbBU U aganTauuio 6OMbHbIX U UX BO3MOXXHOCTU ANs AeTen
HEeaOCTaTOUYHOW 6N3KUX. C HaC/1eaACTBEHHbIMY
NOAAEPXKM CO CTOPOHDI 3ab60/1€BAHUSAMM.

obLecTBa.




BygyLlee reHemuKu: HOBble mMexHoJIoruu
uamuka s

CeKkBeHMpoBaHUe HOBOIO
nokoneHusa (NGS) MeHseT
AUArHOCTUKY

PepakTupoBaHue reHoMa
CRISPR/Cas9 n nepcneKkTuBbl
Tepanuu

dTnyeckue Bbi3oBbl B
reHeTuyeckom MeguLUmnHe

&

CRISPR/Cas9 oTKpbIBaeT
HOBbIE€ BO3MOXHOCTW A1 KOHPUOEHLMANBHOCTH,
MCMPAB/IEHMNSA TEHETUYECKUX NPaBOMEPHOCTb FrEHETUYECKOTO

oy

oy

. ' Bonpochbl
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oy
,ﬂ,eq)eKTOB, HO Bbl3blBaeT : : MOHUTOPUHIa N COUNaJIbHOE

I

L

oy

oy

oy

I

TexHonormnga NGS nozsongeT
ObICTPO U TOYHO

aHaNM3npPoBaTb BECb NFEHOM,
YTO 3HAYUTESIbHO MOBbILLAET
3PPEKTUBHOCTb BbIIBIEHUS
Hac1eaCTBEHHbIX MyTauUUA U

nepcoHaIn3aunmn J1e4eHns.

3TUYECKME ONCKYCCUM O HepPaBEHCTBO TPebyoT
BMellaTeNbCTBe B CTPOroro peryampoBaHus Ha
HacNeaCTBEHHbIV MaTepuarn 3aKOHOOATEIbHOM U
YyenoBeka. . MeXAyHapOaHOM YPOBHSX.
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[eHemu4yecKoe mecmupoBaHUE U ero posnb
B NpodpUIaKmMuUKe

O O
BHefpeHne HeoHaTaslbHOro
CKPWHWMHIa Ha OCHOBHbIE
Hac/eOCTBEHHbIe 3ab60/1eBaHng
MO3BOJINIO 3HAYNTESIbHO CHU3UTD PY
OC/IOXXHEHNA N CMEPTHOCTb
cpein HOBOPOXOEHHbIX.
[logaBneHune
BbICOKOMNPOMN3BOANTEJIbHOIO
° ° CeKBEHNPOBaAHNA N TEHETUNYHECKKNX

NacnopTOB PACLUMPUIO
BO3MOXYHOCTW ANArHOCTUKN U
MHOVBUOYAbHOrO MPOrHO3MPOBaHMS
3aboneBaHun.

Pa3BuTre HauMOHaTbHbIX U
PErMoHasbHbIX MHULMATMUB MO
reHETUYECKOMY TECTUPOBAHUIO C
aKLLEHTOM Ha NPOPUNAKTUKY
HaC/1eACTBEHHbIX 3a60NeBaHNN U
MHPOPMMPOBaHME HaceNeHus.




[ocygapcmBeHHAa U obecmBeHHAas
noggepixxka

MeauuuHckasa nHepacTPyKTypa n perucTpbl

Co3paHbl pefepasibHble U perrvoHasbHble s

CouuanbHasg nogaepiXKa 60/1bHbIX

[penycMoTpeHa NbroTHas Bblgaya
NeKkapcTB, NOCObUS 1 cneLlmanbHble
NPOorpamMMbl peabunuTaumm onsa yaydeHus

LIEeHTPbI AMArHOCTUKM, BEOYTCS PErMUCTPbI
NALMEHTOB A1 MOHUTOPWHIA U

KoopanHaunnm nevyeHnd HaciaeaCTtBeHHbIX KayecTBa YXMN3HW MaLMeHTOB.

ATy ey
B B

Ponb naunMeHTCKux opraHmsaumm

MOMOLLb, O6beMHAT CEMbMU,
CMOCOOCTBYIOT 3aLUMTE MNpPaB U
PACMPOCTPAHEHUIO 3HAHWUI O
Hac/eOCTBEHHbIX 3a60/1eBaHMaX.

PP P

HKO oka3sblBaloT MHOOPMALIMOHHYO s
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BegyLuue pocculcKue yupexgeHus no
HacrnegcmBeHHbIM 60/1e3HAM

MeOnKo-reHeTU4YeCKMNM HayYHbIn LeHTP M. H.I'1. boykoBa — kntoyeBas
opraHmsaumsa B 061acTm AMarHOCTUKM, UCCeaoBaHUNA U
KOHCY/IbTUPOBAaHMS NO HACNeACTBEHHbIM MaTo/10rMam B Poccum.

VIHCTUTYT Meaunko-6uronormyeckmx npobnem PAH n nabopatopum npu
OETCKUX KITMHUKAX BHEOPAIOT HOBENLLME FTEHOMHbIE TEXHOOMN U
PAa3BMBAOT TENIEMEOMNLIMHCKME NPOEKTbI A4 PaCLUMPEHMA OOCTYNA K
crieuvanmucTam.




L | _— L} _— L} _— L} _— L} _— L} _— L} _— L} _— n a - [} - _—— L} _—— L} _—— L} _—— L} _—— L} _—— L} _—— L} _—— L}

MepcneKmuBbl 60pbLOLI C
HacnegcmBeHHbIMU
6onesHaMuU

Pa3BuTHnE AMArHOCTUKU U I'IepCOHaJ'II/IBVIpOBaHHOVI MedUWHbl, YCUJTIeHNne
I'IpOd)l/I}'IaKTl/IKl/I N KOMTIJIEKCHa4d noganepikka rnauneHTonB CNOCOBHbI 3HAYUTENBHO
CHU3UTb HEraTUBHOE BO3OENCTBME HAC/IEACTBEHHbIX 3ab0/1eBaHNM Ha OOLLECTBO.




