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MOHOIEHCKPW/H

MCCNEOOBAHUE O/19 BbIABNEHUNAG MYTALUN,
ACCOLIMMPOBAHHbIX C MYKOBUCUMNOO30M,
DOEHUNKETOHYPUEWN, TANTAKTO3EMUEN

M HEMPOCEHCOPHOW HECUHOPOMAJTIbHOW
TYITOYXOCTbO METOOOM MUP

B PEXXMUME PEAJTbHOIO BPEMEHMU



KNMNHNYECKAA SHAYUMOCTb NCC/IEAOBAHUA

MoHoreHHble 3aboneBaHng — 3TO Hacned-
CTBEHHble 60/1e3HK, KOTOpble pPa3BKMBakOT-
ca BCneacTBMe MyTalWM B OOHOM reHe,
MPUBOOALLUMX K WU3MEHeHUo GyHKLMU
6enka. OHY HacieaytTCa COracHoO 3akKo-
HaM K/lacCUYecKoM reHeTukn MeHpena m
MPOABAATCA Y PELIECCUBHbIX FOMO3UIOT.

Y OBYX 300POBbIX poguTe-
nen, Kotopble ABNAIOTCS re-
Tepo3nrotaMmu, ¢ BEPOATHO-
CcTbto 25% MOeT poauTbcH
pebeHOoK, rOMO3UIrOTHbIN MO
peLecCMBHOMY MPU3HaKY.
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B Poccun npoBeOeHme HeoHa-
TaNlbHOrO CKPWHMHIMA Ha MOHO-
reHHble 3aboneBaHUa — MYyKO-
BUCLLMO03, PeHUNKETOHYPMIO,
rafiakto3eMmio 1 HeMpoCceH-
COpPHYO HeCMHOPOMabHYO
TYroyXxoCTb — ¢aBngeTca o064-
3aTeNbHbIM  ON19 BCeX HOBO-
poXaeHHbIX [1-2].

B HacTodllee BpeMa MCMONb3y-
foTca BUOXMMUYECKMIA U ayaumo-
NOFNYECKNNA  CKPUHUHIK, KOTO-
pble PUKCUMpyOT deHoTUnnye-
CKMe nposiBfieHna 60nes3Hn u
MO3BONAIOT Ha3HAYUTb JeYeHune,
UTOObl MWHMMU3UPOBATbL CUMIM-
TOMbl 3a60neBaHMS.
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FeHEeTUYECKNIM CKPUHWHI — 3TO ApYyron noaxon K npobieMe MoHOreH-
HbIX 3a60/1eBaHUN. HocUTeNM peLlecCUBHbIX MyTaLMi HE UMEIOT HUKaKUX
MposBneHuin 6oNe3HM 1 OCTAlOTCA BHE MOMa 3peHUa MeAULIMHbI, BbIABUTb
KX MOYKET TOMIbKO reHeTnYecKoe TeCTUpoBaHKe. Tak 300pOBble reTepo3mn-
FOTHble HOCUTENW, NNaHMpyoLne 6epeMeHHOCTb, OyayT npenynpexae-
Hbl O BO3MOXHbIX pUCKax 1 ByOyT MMeTb BO3MOYKHOCTb BOCMO/1b30BaTbhCH
BCMOMOraTe/TbHbIMU PEeNPOAYKTUBHbBIMK TEXHOIOrMAMMN [3].

FeHeTUYeckoe TecTMpPOBaHWe 6yaylx poauTeNein

MOo3BOIAET

OLUEHUTBE PUCK POXAEHWA pe6eHKa C MOHOTreHHbIMV 3a60/1eBaHNAMN
1 MOXXET CTaTb OCHOBOW 1X I'IepBVIL‘IHOI7I I'IpOCI)I/U'IaKTI/IKI/I.




NccnepoBaHe MoHOreHCKpuH MalelshltE it IS e leWatal=N=T[=1=Na (= STV ]=!
MyTaL MM B FreHax, MprBOAALLMX K MYyKOBUCLMA03Y, PEHUTKETOHYPUN,
raslaKTo3eMmMm M HEMPOCEHCOPHOW HECUHAPOMANbHOWM TYrOyXOCTU.

TABJ1. 1. F'eHbl, BXoAasaLWMe B uccnegosaHne MoHoreHCKpuH,
M cBi3aHHble C HUMW 3a6os1eBaHUA

FeH

3a6oneBaHue

PacripocTpaHeHHOCTb
B Poccnun

KnuHnyeckune
nposiBieHUs

CTFR

MyKOBMCLIMO03

110000

[oBbILLIEHHaa BA3KOCTb CeKpe-

Ta »Kene3 BHeLLUHeW cexkpeLmm.
MNopayxeHe pecnmpaTopHOro
TPaKTa, KMLLIEeYHMKa, MoayKeyao4-
HOWM »Kenesbl, »kenyeBbiBoaaLLEN
CUCTEMbI, MOTOBbIX YKene3

1 MY>KCKIMX MOSIOBbIX OPraHoB [4]

GIB2

HewmpoceHcopHasa
HecrHOpPOManbHas
TYIOYXOCTb

17000

HapylueHue cnyxoBow dyHKLIMN
(5]

GALT

[anakTozemums

120000

[MOHUKEHHada aKTUBHOCTb dep-
MEHTOB, y4aCTBYIOLLMX B MPEBPA-
LeHWW rafnakTo3bl B MOKO3Y.
MPUBOAUT K KOFTHUTUBHbBIM
PaCCTPOMNCTBaM, NeYEHOUYHOM

M MoYeyYHOW ANCOYHKLMAM [6]

PAH

DeHUNKETOHYPUA

110000

HapylueHune meTabonmama
deHnnanaHmnHa.

deHrnanaHMH U ero TOKCUYHbIe
MeTaboNMThl HaKamnMBatoTCA

B OpraHu3amMe, Yto NprBoaMNT

K TAXKENOMY MOPaXKeHUIo LIeHT-
panbHOM HEPBHOM CUCTEMBbI

M HapyLIEeHMIO YMCTBEHHOMO pas-
BUTUA [7]

NMOKA3SAHNA K NPOBEAEHUIO NCCNEAOBAHWUA:

naaHUpoBaHMe
6epeMeHHOoCTY;

HeoHaTanbHbIM
CKPUHWHT

== HOBOPOXOEHHbIX;

WCCNEAYEMbI MATEPUAJN:

— noarBep>XgeHme
®/ anarHo3a
(MykoBUCLIMOO033,
GEHUNKETOHYPUM,
ranakTozeMum m
HempoceHCcopHoOM
HecuHApoOManbHoOM

TYrOyXOCTK).

0 LenbHaga nepuoepmyeckas

KPOBb;

03

e CyXme naTHa KpoBun.
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