denepanbHOE rocygapcTBEHHOE DIOOXKETHOE
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«PasaHckun rocynapCcTBeHHbIN MeaAULMHCKNN
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Kadegpa natodunsnonormu

[TPOPUNITAKTUKA N JIEHEHWE
HACNEOCTBEHHbIX BONE3HEW.
METOObI MPEHATAJIbHOW
OVNATHOCTUKW
HACNEOCTBEHHOW
[MATOJ1OI .



MPO®UNAKTUKA HACINEOCTBEHHOW
NMATONOIMMNU

N3BeCTHO, 4TO BCA HacreacTBeHHasi NaTosiorug onpenendeTcd rpysom MyTaLI,VIVI,
BHOBb BO3HUKAKLWKNX N YHACSIEQ0OBaHHbLIX U3 MNMpeablayLinX NOKOJSIEHNN.

3¢(beKTbl MyTaluUMOHHOIoO npouecca AJid I'IOI'IyJ'IFILI,VI17I YeJ10BEKa BblpaXakloTCH B
9BOJTOLUMOHHO-reHeTn4eckom, meanunHCKOM U coumnalribHOM acCreKkTax
MeguumHckue nocrnencTBus MYTauUMUOHHOIO rpy3a - noBbllUeHHAasA I'IOTpe6HOCTb B
MeANLUMNHCKOW NOMOLUM N CHMXKEHHas npPoAOITXXUTESIbHOCTb XXNU3HU OOnbHbIX.

[MTpumepnas [Mocaencrous

YACTOTA NIPH paHHss
POXKICHHH | CMCPTHOCTD,
(na 1000)

XpolHYecKoe yeneumnoe
cocrognue, % | Jevenne, %

AHOMA IMH

Bpox nenmnnre
LHOPOKH PA3IBHTHS
(CCPBhCIHbIC)
XpoMoCOMHEIE
Do1e3nu

__-_
[ Beeo | 44 | w3 | 292 [ 395 |




B pgomax-uHtepHatax ans getemn-uHeannaoB cpegHue pacxodbl Ha 1
pebeHKa B MecsiL, paBHbl CpeaHEMECAYHOW 3apnnaTte no cTpaHe.

TsKecTb U nporpeaneHTHOCTb TeYEeHUA bonesHn co3aatoT, Kak NnokasbiBaloT
HabnogeHus, NCUXOJNMONM4YeCKyro HanpA>XeHHOCTb Aa-

X€ B O4YEHb PYXHbIX CEMbAX.

HeobxoaumocTb NPodunakTUKN HacneacTBEHHbIX
bonesHen OMKTYeTCs 1 NONYNALUOHHbLIMU 3aKOHOMep-
HOCTAAMM MX pacnpocTpaHeHus. Mpu ynyyweHnn meam-
LIMHCKOWN nomMoLy GonbHble ByayT HE TONMbKO AOonNbLUe
XWUTb, YTO aBTOMAaTMUYECKMN NOBbILLAET YNCIO BONbHbIX C
HacrneaCcTBEHHONM naTonornen B Nonynsuun, HO n nepe-
OaBaTb MyTauun CrieayoLLUM NOKONEHUSIM.




LTEHOI NPUBPATHHED

f "f”'ﬁ Ju ] J

Hanpumep, 3a nocrnegHne 100 net B AHIMK NoBbICUIacb YacToTa
MYTaHTHOIO reHa, obycnosnmneatoLWero BpOXXaeHHbIN CTEHO3
npuepaTHMKa. Onepauusi N0 pacCevyeHnto MblillLbl NPUBPAaTHUKA
npespaTuna 3Ty aHoMasnuo U3 CMEpPTHOro npuroeopa B pydew Ha
GprowHON cTeHKe. HocuTenn myTaHTHOrO reHa (nocre onepauyum
OHWU YXXe He ABMATCA OOfbHbIMW B CTPOrOM CMbICNE) OCTaBIIAT
NOTOMCTBO, YaCTb KOTOPOro TakXe MUMEET MyTaHTHbIW FEH, a B
nonynsauum JONOSHUTENBLHO BO3HMUKAKOT HOBbIE CrlyYaun
3aboneBaHuns B pesyrnbsrate MyTauMOHHOIo npouecca.



TEHETUYECKUE OCHOBbI MPO®UNAKTUKU HACNEACTBEHHOWU
NMATOJIOITUA

NMepBu4yHaa npocunakTuka

Moa nepBMYHOM NPOMUNAKTUKOM NOHUMAOT AENCTBUSA, KOTOPbIE
OOMKHbI NpeaynpeanTb 3a4aTne 60nbHOro pebeHka; 3To NnaHnpoBaHne
NETOPOXAEHUA N yNyYllieHne cpeabl 00UTaHMs YenoBeka.

NMnaHnpoBaHue AeTOPOXAEHUA BKITIOYAET 3 OCHOBHbIE NO3ULINN:

* ONTMManbHbIN PENPOAYKTUBHbLIM BO3PACT, KOTOPbIN AN XKEHLLWH
cocTtasnset 21-35 net (bonee paHHWe U no3aHne bepeMmeHHOCTH
YBENUYMBAKOT BEPOSATHOCTb POXAEHUA pebeHKa C BPOXOEHHOM
naTosiorMen u XpPOMOCOMHbIMU B6oresHsmMun) (cMm. puc. 5.29);

* OTKa3 OT AETOPOXOAEHUS B CrlydasiXx BbICOKOIO pMcka HacneacTBeHHON
N BPOXOEHHOW NaTonorum (Mpu oTCyTCTBUM HAOEXHbIX METOA0B
OOPOOOBOW ANArHOCTUKK, NIeYeHUst, agantaunm n peabunuraumm
OONbHLIX);

* OTKa3 OT AETOPOXOEHNA B 6pa|<ax C KPOBHbIMWN pOOCTBEHHUKAMUN U
mMexay AByMA retTepo3nroTHbIMMN HOCUTENAMU NATOJSTONTNMYECKOIo reHa.



©® YnydweHue cpeaobl OOUTaHUA YenNoBeEKa Ha
npeaynpexageHne BHOBb BO3HMKAKOLMX MyTaLUn NyTeEM
XKECTKOro KOHTPOmns coaep)XaHnusa MmytareHoB U TepaToreHoB B
OKpYy>KatoLlen cpene. BaxxHo Ana npodunakTuku Bceun
rpynnbl COMaTU4YECKNUX rEHETUYECKNX DOMEe3HeNn
(BpOXXAEHHbIE MOPOKU Pas3BUTUSA, 3NTOKAYECTBEHHbIE
HOBOODOpa3oBaHus, UMMYHOOEULNTHbIE COCTOSAHUSA U T.1.).




BTtopu4yHasa npodumnakruka

® [lpepbiBaHMe GepeMeHHOCTU Npu
BbICOKOW BEPOSATHOCTUN 3aborneBaHns
nnoga unu npeHaTtanbHO
ANarHoCTUPOBaHHOWN BoONe3sHwW.
MpepBaTb 6E€PEMEHHOCTb MOXHO TONBKO
B YCTaHOBIEHHbIE CPOKU M C cornacus
XXeHLUHbl. OcHoBaHMEM Ans
anNMMMHaLUK 3MOpMOHa unu nnoaa
ABNSAeTCA HacneacTBeHHas 6onesHb.

® [NpepbiBaHne 6epeMeHHOCTU - He camoe
nyJllee pelleHue, HO rnoka aTo
€AWHCTBEHHbIW MeTOA Ansi BTOPUYHOM
NPOMUNaKTUKN BONbLUMHCTBA TSXKErbIX
N CMepPTENbHbIX F’EHETUYECKNX
nedoekrtos!!!!




TpeTuyHas npodpunakTmka

[Moa TpeTnyHou NpodnakTUKOMN HacneacTBEHHOW NaTonornm
NOHNMAIOT KOPPEKUNIO NMpPpoABIIEHNA NATONMONMYECKNX reHOTUMOB. ATO MOXHO
Ha3BaTb 1 HOPMOKONMMpoBaHNEM, NMOCKOJIbKY MPpU NaTosiorm4eCKkom reHoTurne
CTPEMATCA MNMOJNYHYUTb HOpMaﬂbeIVI C*)eHOTI/II'I.

[MpoBOANTCA Kak Npu HacneaCcTBEHHbIX 6oesHsx, Tak n (0COBEHHO YacTo)
Npy 6onesHaAxX ¢ Hacne4CTBEHHOW NpeapacnosioXeHHOCTbI0. C ee MOMOLLbIO
MOXHO O0BUTbLCA NOSTHOM HopManmuaaumm YHKUNUA N CHUXKEHUS
BbIpa)X€HHOCTM NaToNnorM4yecKoro rnpouecca.

[MpenoTBpaTUTh pa3BUTME HacneLCTBEHHOro 3aboneBaHns
(HOpMOKOMMPOBAHUE) MOXHO BHYTPUYTPOOHO MNK NOCne poXaeHus.

151 HEKOTOPbIX HacnNeLCTBEHHbIX 3aboneBaHnin BO3MOXHO BHYTPUYTPOOHOE
neyeHune (Hanpumep, Npu pesyc-HeCoOBMECTMMOCTUN, HEKOTOPbIX aunaypusix,
ranakTo3emum).



[[@anakTo3demuns, PeHUNKETOHYpUA, rMNoTupeos u ap. Hanpumep,
Lenmakmsa NposaBsiETCS C Hadanom rnpukopma pebeHka. B ocHoBe
BonesHn NeXxXnT HenepeHOCMMOCTb roTeHa. ICKNoYeHne aToro
6enka n3 nuwmy NoSIHOCTLIO rapaHTUpPyeT n3daeneHue ot
Tshkeneunwen natonorun XKKT.




Twun npoduiakTHyeckoi
HPOT'PAMMBI

[Ipekortenimonias

lpenarainnas

Heonarazinnas

O0mag oy IsiuonHas

CHHAKCIIHE PHCKA 3a4a-
THH folbHOTO pedenka
Brisipirerine GepeMerntnix
¢ PHCKOM POXKICHHS
Dostenoro pederrka B
HEPHO BOIMOKIIONO [Ipe-

PEIBAHHS OepPeMCHHOCTH

Buisinriernue 60 LHBIX
JUIS PATITICTO JICHCTTUSA

Buisisiienue hakropos
BLICOKOT'O PHCKA

[Meprunag nen Bropuunag ne/in

Hiuhopmuposaiiioe
PEIICHTHE O JICTOPOXKCIIHH

Juarios nopaxeinoro
11014, HPEHATAILHOE
HIIH HEOHATAIBIIOE
HHe, lLIpephiBaiiHe oepe-
MCHHOCTH

JAeHe-

Jeuenue S0IBHBIX

Pansig auarnoctu-

Ka M JICUCIHTHE HTHPOKO
pacIpoOCTPaHCHHBIX
DOIIE3HEH, 03/IOPOBICHHE
¢cpenl O0HTATIHSA




NpodumnakTuka n neyeHne HacneacTBeHHON
naTonorumn.
S noaxoaos.

YnpaBneHue aKkcnpeccuen reHoB

3Hasa MexaHn3Mbl AENCTBUS NaTONOrMYEeCKNX reHOB, MOXHO
pa3pabaTtbiBaTb METOAbI UX DEHOTUNMUYECKOWN KOPPEKLMK, APYTMMU
croBamu,ynpaBnsATb NEHETPAHTHOCTLIO N 3KCMPECCUBHOCTLIO.

[Mpnmep ynpaBneHusa aKCrnpeccuen reHos-npeaynpexageHue
nocneacTBum PEHUNKETOHYPUN, ranakTo3eMmMN N BPOXOEHHOIO
rmnoTupeosa.

KnnHnyeckas kapTuHa qoOpMUpYETCS B paHHEM MOCTHATaNIbHOM
nepuoae, B CBA3M C YEM MPUHLINMN TPETUYHOW NPOGUNAKTUKN
CpaBHUTENbHO NPOCTON. bonesHb gormkHa ObITb AMAarHOCTUPOBAaHa
B TEYEHNE HECKONBLKUX OHEN NOCne pPoXAeHus, YTobbl cpasy
NPUMEHNTb NpoduakTUYeckoe neveHne, npegynpexgatowee
pas3BuUTME naTonorn4yeckoro eHotTnna (KNMHMYECKON KapTUHbI).
HopmokonunpoBaHne anetnyeckumm (Npu PeHnNKeETOHypun,
ranakTo3eMumn) Unu fiekapcTBEHHbIMU (NPU TMNOTUPEO3E)
MeTogamMu.



lNpekoHUenuMOHHasA U NepuHaTanbHas npodgunakTnka
HacrneacTBeHHbIX Oore3Hen (B Te4eHUe HeCKONbKUX MecsiLeB
A0 3a4aTtvsi U 4O poaoB)

[MnodeHnnanaHMHoBaa aneta Ang matepu Bo Bpemsi 6epeMeHHOCTH
YMEHbLLAET NposaBneHnsa MEeHNKETOHYPUN B NOCTHATaNIbHOM
nepuoge y pebeHka.

JleyeHune XeHWmH B TeveHne 3-6 mec 4o 3a4aTms 1 Ha NPOTSXKEHUN
nepBbIX MecsueB 6epeMeHHOCTU rMnepBUTaMmMHHON (BUTaMUHbI C,
E, donuesasd kucrnorta) gUueTon - BEPOATHOCTb PasBUTUSA Y
pebeHka aHOMannm HepBHOU TPYOKM CyLLLECTBEHHO YMEHbLLLAETCS

Bouesuu Jleuenue

AJPCHOrCHHTAALILIH CHILAPOM Y
Adp l . [puMmerenue aekcamerasona
JICBOUCK

[IpuMeHeHHe MHaHKoOA TaMHHA

MertuiMaltonoBas alMAVPHA
ayp (BrraMuia Bl124)

MioxecTBeHHAA HEAOCTATOUHOCTD a x
R TR s BrecHHE OHOTH HA*S
KapOOKCHII1a3kI

ApPHTMHUS ¥V 111014 Kapiuorpolneie npeiaparni

ALIOMMMYVYITTIAs 'l'DO.\(60[[[{'1'0[[&:[“{5{ H Odmertoe HEePCIIHBAIHE KPOBH HIIH

Apyrae GopMel 00 1e3HEH KPOBH

HuadgparMaanHasg rpeixka, oOCTPYK-
IHA MOYCBBIX HYTCH, TEpaTOMIIL,
KHCTHI JICTKHUX

TPOMBOITHTAPHOT MACCHT TLIO/TY

Onepanii HA OTKPHITOMH H.IH 3aKphI-
TOW (aciupanus Mrjioi) MaTke




[eHHas UHXXeHepus Ha YPOBHe

O]

3apoablilleBbiX KJ1IeTOK

BeBeneHne HopmanbHOro annens
B reHOM nyTem TpaHcdeKkunu,
obpaTHasa myTtaumd
naTosiorMyecKoro annens,
BKITOYEHNE HOPMAanbHOro reHa B
paboTy, ecnn oH 6NOKNPOBaH,
BbIKITIOYEHME MYTAHTHOIO reHa.

[ €HHO-UHXeHepHas
npodunakTnka HacneacTBeHHbIX
bonesHen Ha ypoOBHE 3UrOT
pa3paboTaHa noka cnabo, xXoTs
BbIOOp cnocoboB cuHTE3a reHOB U
CrocoboB UX AOCTaBKM B KINETKU
y>Xe OOCTaTO4YHO LLMPOK.
PelueHne BonpocoB TpaHcreHo3a
y YernoBeka cerogHsi ynupaercs
HEe TOSIbKO B TEHHO-UHXEHEPHbIE
TPYAHOCTU, HO U B 3TUYECKUNE
nNpobriemMsbl.



OxpaHa okpyxarlieun cpeabl
UcknrovyeHne myTareHHbIX ¢pakTopoB 13 cpedbl 0OUTaHus

YyenoBeka SIBNAeTCS METOAOM MOoNynsALMOHHON
NPOdOUNaKTUKN HacneaCcTBEHHbIX 6one3Hen.

K oxpaHe cpeabl 0butaHns YyenoBeka OTHOCUTCS

TakXe UCKNYeHne 13 Hee paKTopoB, Bbi3biBalOLLUX
3KOreHeTU4YeCKMe natonormyeckume peakumm. Hanpumep,
Onga nuu ¢ NUrMeHTHOM Kcepoaepmon (roMO3UroT) Haao
NCKITIOYUTb KOHTAKT C yNbTpadomnoneToBbiMn fly4amu, ans
NN C HEOQOCTATOYHOCTBIO MHIIMBUTOpPA NpoTeas - C Mbisiblo,
Ona HocuTtenen mytauum nopguUpPrUHOBOIo reHa -
bapbutyparamu n T.4.



