





NoHATMEe HacneacTBeHHbIX 60oNe3Hen

MyTaumm NpmBOOAT K OLLMOKaM B

HacnencTtBeHHble 60Ne3HM .
OTNMYatOTCH OT BPOXKAEHHbIX

BbI3blBAOTCA M3MEHEHUMAMU B reHax, . 0 MoekKynax 6enKoB 1 gpyrmx

. MaTonornm, NPUYMHOM KOTOPbIX

XPOMOCOMaxX NN MUTOXOHOPMATbHOWM . KOMMOHEHTOB, YTO HapyLUaeT
ABNAOTCA BHELUHME BO3OENCTBUSA Ha

OHK, BinaowmmMm Ha GYyHKLMIO HOopMasibHOe PYHKLMOHMPOBaHME
SMOPUOH B Nepuoa pasBuUTUS. e

KITETOK N OPIraHOB.




MPynnbl HacneacTBeHHbIX 3a6oneBaHUN

MOHOreHHble 6one3HU
OByCTOBNEHbl MyTaLLMaAMUM B
OOHOM reHe, HanpuMep,
dEeHUNKETOHYPUSA C
HapyleHMeM obMeHa BeLLecTB.

XPOMOCOMHble 3abo1eBaHUA
CBA3aHbl C U3MEHEeHMeM Yymncna
NN CTRYKTYPblI XPOMOCOM,
HanpuMep, cuHapPoM dayHa.

MutoxoHgpuanbHble 6OTE3HU
HacnegyrTca Mo MaTEPUHCKOM
NMNHUW 1 BNUFIOT Ha
SHEPreTn4YecKMm obMeH.

MynbTUdaKTOPHbIe 6ONe3HU
bopPMUPYIOTCA MOO OEeNCTBUEM
MHOXeCTBa NreHOB N BHELLHMX
daKTOPOB, Kak Npu anabdete 2

TUTa.



PacnpeneneHue HacneacTBeHHbIX 3a6oneBaHUM Mo
rpynnam

PacnpegeneHne HacnefACcTBEHHbIX 3ab0neBaHNi

60 —

M 6 6 6 2
OHOreHHble 6one3HM NpeobagatoT 61arogaps MHOXXECTBY
M3BECTHbIX FTEHETUYECKUX OePEKTOB Ha MOMNEKYNAPHOM 40 —
YPOBHE. 30
: 20 —— -
Bblcokaa 4YacToTa MOHOIMeHHbIX 3ab0neBaHNM 0OYyCNOBEHA
X Pa3HOObpPa3neEM M OOHAPYXEHNEM C MOMOLLbIO 10 — | —
COBPEMEHHbIX METOO0B aHaIM3a. 0— | | |
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OCHOBHbI€ 3Tanbl HacnegoBaHUA MOHOIreHHbIX 60/1e3HeEN

[MPUHLMMbI onpegeneHna pUcka M BEpOoATHOCTM Nepenadm no MeHaeneBCKMM 3aKOHaM.

Pacuer
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NpOosABNEHMS
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MpuMepbl MOHOIeHHbIX 3a601€BaHUN N UX NMPU3HAKWU

3a6oneBaHue MyTUpPOBaHHbIN FreH OCHOBHbIe NposiBNeHud

DeHUNNKETOHYPUA PAH YMCTBEHHAA OTCTA/IOCTb, CBET/IAA KOXKa

MyKOBUMCLIMOO03 CFTR XpoHnyeckme NMHPeKUnmM NErkmnx, noparxeHme noayenynouHom

OMIM, 2022

B TabnuLe npencraBneHbl XapakTepHble 3aboieBaHug, MOHOreHHble 60Me3HU Pa3NMYatoTCa Mo KIMHUYECKOMN
MyTaLMU N OCHOBHbIE NPOABEHUSA, MTIOCTPUpPYOLLME CUMMNTOMAaTUKE U CTEMEHU TAXKECTU, YTO TpebyeT
Pa3Hoo6bpa3me NaTonormm MOHOreHHbIX 6onesHen. UHOMBUAOYAIbHOIO NOAX04a K JIeYeHUHo.







CepnoBUAHOKNETOYHAaA aHEMUSA: OCOOEHHOCTU
naToreHesa —

CepnoBMOHOKIETOYHAA aHEMUG
OOyC/IOBf1IEHA TOYEUYHOM MyTaLLMeEN B
reHe B-rnobumHa (HBB), npuBoasLlem
K UBMEHEHUIO CTPYKTYPbI
reMornobunHa n npedopmMalmnm
SPUTPOLIMTOB B GOPMYy cepra.

[ledopMMpOBaHHbIE KITETKU —
BbI3bIBAOT 3aKYMNMOPKY COCYOO0B, UTO

NMPEUBOOUT K MLLEMUMUM TKAHEMN,

HEKPO3Y M XPOHUNYECKOW MMMOKCUU o
OpPraHoB, yxyaLaa nx GyHKLKIO.

3a60/1eBaeMOCTb BblLLE BCero y appoaMepmKaHLEB U
XUtenem cybcaxapckom AQpuKM, roe HOCUTENbCTBO
MYTaLIMM CBA3AHO C MNOBbILLEHHOWM YCTONYMBOCTbIO K
VEISTIZIZE







MynbTUdaKTOPHbIE 3a60/1€eBaHUSA: FTEHETUKAa U
BHeLWWHUe daKTopbl

3a6boneBaHue

Nr’eHeTyeckas
npeapacnosioXXeHHOCTb

BHewHue paKTOpbI

Ounabet 2 TMna

MHOYXeCTBO reHeTUYECKMX
nomMMopdM3IMOB

OxkmnpeHume,
rmnogmMHamMmg,
MeTabonmyeckmni
CUHOPOM

Nwemmnyeckada
6one3Hb cepaLua

HapyLweHune metabonmama
AMNMooB

HenpaBunbHOE NUTaHMeE,
cTpecc

Nature Genetics, 2019

Tabnumua 0eMOHCTPUPYET B3aMMOCBA3b MrEHETUYECKOMN
NPenpacnoyiIOXXEHHOCTU M OKPYXKatoLLLEeW cpebl Npu
PA3BUTUN MYIBTUPAKTOPHbIX 3a00/1eBaHMN.

B3anMogemcrtBme HacnencTBeHHbIX M 3KONOrmyecKmx
PaKTOPOB KPUTUYHO O/19 PUCKA PAa3BUTUA MYNbTUPAKTOPHbIX
3aboneBaHUN.







AunarHoCcTUKa HacrneacTBeHHbIX 6one3Hen

MonekynapHoO-reHeTn4yeckme
MeToabl, BKAoYada NuP m
CeEKBEHWPOBaHMeE, MO3BONAIOT
BbIABMATb TOYHbIE MyTaLIMN B
reHax, Yto obecne4dymBaeT
TOUHY OMArHOCTUKY
HacneaACTBEHHbIX MAaTOMOIMNIA,

BUoxmmMmyeckme TecTbl
onpenenaroT aKTUBHOCTb
bepMeHTOB, MOMOraga BbIABUTb
HapyLUeHMA MeTaboTM4yecKmx
nyTem MNpm HEKOTOPbIX
HacneaCcTBEeHHbIX 60o1e3Hax.

LinToreHeTnyeckme MeToabl,
TakMe Kak FISH, ncnonbaytoTtcsa
0719 ObHapyXXeHus
XPOMOCOMHbIX aHOMaTMM U
CTPYKTYPHbIX MEPECTPOEK B
KNeTKax 60s/bHbIX.

[TpeHaTanbHag AMarHOCTMKa
BK/1OYAET aMHUMOLLEHTE3 U
HeEMHBA3WMBHbIE TECTbI MO
BblagBeHMto AHK niooa B
KPpOBW MaTepu o4 paHHero
BblAB/1IEHUNA T’EHETUNYECKUMX
nedeKToB.
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MeToabl NneyeHUsa v nogaepXXuBaloLLen Tepanun

CuMnTOMaTuM4yecKaa Tepanmd
HampaB/eHa Ha cMAaryeHume
NPoaBNeHNM BOTE3HU U
noogepyXaHme GyHKUMIM OpraHmn3mMa,
33a4aCTYO BKJ/1HOYAET KOPPEKL MO
NMMTAaHUA M MeOMKAMEHTO3Hoe
nevyeHue.

Cl_leLl,l/Ile/IquKl/le METOObIl, KaK
orpaHnM4yeHme d)eHl/I}'IaﬂaHl/lHa miel%
CbeHl/IJ'IKeTOHypl/Il/I N 3aMeCTUTEJ1IbHAH
TepParingd CIDepMeHTaMl/I NI
KOMMOHEHTaMW KPOBW, Y/TYHLLUAKOT

KayeCTBO XU3HW MauMMEeEHTOB.

[eHHaga Tepanu4, HbiHE
SKCMNepUMEHTaNbHas, OTKPbIBAET
NepCrneKTUBDLI MCMPaBIEHMA MyTaLMNN
Ha MOJIEKYAPHOM YPOBHE C
OallbHEUMLLMM PA3BUTUEM KITETOYHbIX
TEXHOMOIMU N
NepPCOHANN3NPOBAHHOM MeaULINHDbI.
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