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[eHeTU4YeCKUN CKPUHWUHI

FeHeTuYEeCKNN CKPUHUHI MOXXHO ornpeaennTb
KaK BbisiBJIEHME B NONyAsiLUN NUL C
onpeaeneHHbIM reHOTUINOM, KOTOPbIMN:

obycnosnuBaet 3abonesaHune (obcnengosaHue
BCeX HOBOPOXXAEHHbIX) Uun

npeppacnosnaraet K BOSHUKHOBEHMUIO
3aboneBaHnsa unm

MOXKeT 06ycnoBuTb 3aboneBaHne y noToMCTBa
(o6cnepoBaHme BCcTynarwwmx B 6pak npm
BbICOKOM YyacToTe 3aboneBaHus B nonyssiLun)



HeoHaTaNbHbIX CKPUHUHI

BKJIIOUaeT B cebs cucreMy MeponpusaTUn:

® BbifiBJ/IeHUE HOBOPOXXAEHHbIX C
onpeaeneHHbiMyu 3aboneBaHMAMM Ha
AOK/INHNYECKOMU CTaaum;

e paHHee NaToreHeTuuyeckKoe JieueHue,
nossosisiroulee AaTtb 06wWecTBY NOJIHOLUEHHbIX
WHAMBUAYYMOB;

® MeAMKO-reHeTUu4YecKoe KOHCYJ/IbTUpoBaHue
CEeMbM C LeNblo He AoONYCTUTb NOBTOPHOE
po)xxaeHue 60s2ibHOro pebeHka



TakuM obpa3om,

e CKpMHMHIr Ha Hanbosnee yacTblie U THKenble
HacnieacTBeHHble 60s1e3HM nonagaer B
KaTeropmio BbICOKONPMUOPUTETHbIX cpeamn
npounx npo6sieMm 3aapaBoOXpPaHEHUS, TaK KaK
OH 3aTparmBaeT MOTMBaLMIO HacCeJIeHUS,
CHM)XAeT 3aMEeTHYIO 0110 MHBAJIMQHOCTU U
obecneunBaeT 3KOHOMUIO PeCypCoOB.



HeoHaTaJIbHbIU CKPUHUHI Ha
HacneacreeHHble 3abosieBaHnA

ABNAETCA NMPUHLUNWUANIbHO HOBbIM
noaxoaoM K npoduiakTmke,
npeano)XXeHHbIn MeAULIMHCKOU NreHETUKOMN

NnpakTUYeCKOMYy 3ApaBooOXpaHeHUIo B XX
BeKe



TpeboBaHMA K nporpaMMaM HeOHaTaJ/IbHOIO
CKPUHMHIra Ha HacneaCTBeHHble 60/1e3Hu

TpeboBaHus cdpopmynupoaHbl BO3 B 1968 roay,
T.H. «30J10TOX CTaHAApPT»

3aboneBaHne KIMHUYECKM U N1abopaToOpHO AO/NHKHO 6bITb
XOpPOLUO U3Yy4YeHO

YacroTta 3aboneBaHus B nonynsiumMm Ao/HKHa 6bITb
AOCTaTOUYHO BbICOKOM

3abosieBaHMe JO/HKHO 6bITb TAXKENbIM, U1 AdXe
NeTaJibHbIM

JlabopaTopHblie TecTbl He AO/HKHbI AaBaTb
NIOXXHOOTpULIATE/IbHbIX Pe3yJ/ibTaTOB

JlabopaTopHbie TecTbl A0/HKHbI 6bITb NPOCTbIMMU,
6e30nacHbIMM U 3TUYECKU NPpUeMJIEMbIMU

[domkHo 6bITb pa3paboTaHo 3 eKTUBHOE iIeHeHne
CKpuHupyemoro 3abonesaHus

CKpPUHMHI AOo/MKeH 6bITb 3KOHOMUYECKU 3(PPEeKTUBHbIM



9TUM TpeboBaHMSAAM OTBEYaloT
cnepyrowme 3aboneBaHus:

DeHUNKETOHYPUSA — B MUPEe CKPUHUHT Ha4yaT ¢ 1964 roaa, B
Poccnmn — ¢ 1985 roaa;

BpO)>XAE€HHbIA NMNOTUPEO3 — B MUPE CKPUHMHI HayaT ¢ 1973
ropga, B Poccnn — ¢ 1993 roaa;

AapeHo-reHUTasIbHbI CUHAPOM — NPOBOANTCS BO MHOIMMX
CTpaHax Mupa, B Poccum ¢ 2006 roga (B paMkax
HaLMOHaNIbHOI0 NpoeKTa Nno 34paBOOXPaHEHUIO);

FanaKkTo3eMms - NpoBOAMTCS B HEKOTOPbLIX CTpaHax Mupa, B
Poccum ¢ 2006 roga (B paMkKax HALMOHAJIbHOIO NpoeKTa
no 34paBoOOXpPaHEHUI0);

MykoBMCLUMAO3 - NPOBOANTCS B HEKOTOPbLIX CTpaHax Mupa, B
Poccun ¢ 2006 roga (B paMkax HaLMOHAJIbHOIO NpPoOeKTa
no 3ApaBOOXpPaHEHMUIO



PeHUNKETOHYypuUs

- HacnieacTBeHHoe 3abonesaHue C a-p HacnegosaHueMm. B
Poccum yactota 1 Ha 7000 HoBOpOXXAEHHbIX. 3aboneBaHue
o6bycnosneHo mytaumen B reHe ®Al, NnokasAM30BaHHOM Ha
AJIMHHOM TJ1eye 12 xpomocombl. K HacTosiLieMy BpeMeHu
n3BecTtHo 6onee 400 pa3nnMuHbIX MyTauuu B reHe @AT, 8 -
Haunbonee yacrtblie. B pe3ynbTaTte MyTauum B reHe d:epmeHT
nedekTeH, beHnNnanaHMH HakanamBaeTcs B Kposu. OH
CTAaHOBUTCH TOKCUYHbIM, B NEpPBYIO ouepeab, AN
pa3BuBaloLLerocs Mo3ra pebeHka. be3 neuenumsa y 95% peren c
OKY pa3BuBaloOTCA TAXXeNnasa YMCTBEHHAaA OTCTaN10CTh,
3a/lepX>XKa MOTOPHOro pa3BUTUSA, CYAAOPOru, aK3eMa Ha KoXXe, a
B CTaplueM BO3pacTe NpucoeguHsAIoTCA rpybblie HapylueHus B
noseaeHun. CeMbs, B KOTOPOU nMeetca 60s1bHON C DKY,
AOJKHA NOJIYYUTb MeAMKO-reHEeTUYECKYI0 KOHCYJ/IbTaLMIoO U
npuv nocneayrowmmx 6epeMeHHOCTAX MOXXeT 6bITb NpoBeaeHa
npeHaTtanbHaa JHK-gunarHocruka.




Bpo)XAA€HHbIN rMNOTUPEO03

e 006ycnoBneH NOJIHbIM WIN YaCTUYHbIM HapyLIeHWEM (PyHKUUN

LMTOBMAHOM Xene3bl. Ecnun Bl He neunTtb, T0 Y pebeHka pe3ko
3aMennifieTcs pocCT, pa3BMBaeTCs TsXKeslaa YMCTBEHHas

OTCTaJIOCTb M HEKOTOPbIE APYyrue KJiImnHN4Yeckme rnpm3Hakm.
NpumepHo 80-85% cnyuyaeB BI' HeHacneaACTBEHHbIE, OHM
BO3HUKAKOT C/ly4anHO U 06bIYHO 06YyC/I0B/IeHbl HapyLleHneM
Pa3BUTUS LUTOBUAHOM Kesie3bl, MPUYNHbI KOTOPOIro OCTalOTCS
Heun3BeCcTHbIMU. B ocTtaBlunxca 15-20% cnyyaax BrI
Hacsleayercsl, Kak NpaBuo, No a-p Tuny. bMoXMMUUYECcKon
NPUYMHOMN 3TOro 3aboneBaHuns ABNAETCA HEAOCTAaTOK
HMpKyaupyrowero TMmpokcmHa. Yacrora— 1 Ha 3000-4000
HOBOPOXAEHHbIX. ¥ AeBOoYeK BABOe yalle, YeM Yy MaJiIb4UKOB.
N3BeCTHO 7 reHoB, MyTaLluu KOTOPbIX BeAyT K TMNOTUPEo3y.
Mo3TOMy MONEKYNAPHO-FreHeTUYeCKU aHanms npu Br
CJIO)XHbIN U He Bceraa 3 eKTUBHbLIN.




AQpPEHO-reHNTANbHbIN CUHAPOM

SIBNISIETCA HAacNneaCcTBeHHbIM 3aboneBaHneM, koTopoe
Bbi3blBaeTCs MyTauuen B reHe, KapTMpoBaHHOM Ha XpoOMoOCoOMe
6p21.3. BoiaensaoT TpM KIMHN4Yeckue cpeHotuna ArcC:
conbTepsoLwas, Nnpocrass BUpUInN3vpyrowasa m
aTTeHyupoBaHHasA (Heknaccnueckas) ¢opmbl. Bce Tpn popMbl
COCTaBNAOT NpuMepHO 90% OT BCex cny4vyaeB BpomneHHou
rmneprJiadmm Kopbl HAANOYEeYHUKOB, U3 HUX COJibTepsAtoLlan
¢dopma — 60-65%. B pesynbtaTe HeaOCTaTOYHOCTN 21-
rmapoKcuiasbl HapyLlaeTCcs nNpeBpalleHue xosnecreposia B
KOPTU30J1 U a/IbAOCTEPOH, NPOUCXOAUT HAKOMJIEHUe Ux
npeawecTrBeHHUKOB, KOTOpble B HOpMe NpeBpallaroTCca B
MY)>XCKH/eE NOoJZI0OBbleé FOPMOHbI — aHAPoOreHbl. [oCKOoNbKy NpwU
AI'C npeawecTBeHHUKOB KOPTU30J1a U aNbAOCTEepPOoHa
HaKanJIMBaeTcss MHOIro, To 06pa3yeTcsa 3HauMUTesIbHO 6osblue,
4YeM B HOpMe, aHAPOreHOB, YTO AB/IIETCS OCHOBHOW NMPUYMHOMU
Pa3BUTUSA KIMHUYECKOW KapTuHbl AI'C. Tun HacnepoBaHun -
a-p. YacroTta konebnercs ot 1:8000 oo 1:20000
HOBOPOXAEeHHbIX. B MeaAnKo-reHeTuYeCKUX KOHCyibTaluax
MoOXeT 6bITb NpoBeaeHa npeHaTtanbHas AHK-anarHocruka npm
nocsieayrowmnx 6epeMeHHOCTSX.
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FanakTozeMus

e BbigensaroT aoBe popMbl rasiakrozemMum: 1)
KJlaccunyeckasi, o0bycnoBsieHHass HeAOCTaTO4YHOCTbIO
N'1OYT, Hacnepyerca no a-p tuny. NeH NOKaM30BH B
9p13. Hauano 3aboneBaHuns ocrpoe, B HEOHaTa/IbHOM
nepuoae nosiBNSIIOTCA PBOTa, ANApesn, XeNnTyxa,
(BO3MO)XXHbI TS)XKesible Kpu3bl), renaTtoMeranus,
KaTapakKTa, runotpodus, 3aaeprkka NCMXOMOTOPHOro
Pa3BUTUSA, MOYEYHO-TYOynsapHasa AMchyHKUUSA. 2)
rajlakrosemums, obycnoBssieHHasi CUCTEMHOM
HeAoCTaTOYHOCTbIO ypuanHdocdaT-raakroso-4-
3aNMMepasbl, HacnieayeTcs TakKXxe no a-p tuny. e
noxkanusosaH B 1p36-p35. CuMmnToMbl 3ab0N1eBaHnA Te
)K€, KpOMe KaTapaKTbl, HO UMeeTCA HEMPOCEHCOpHas
rnyxora. OnucaH 6eccMMnNTOMHbIN O6pOKaUYeCTBEHHbIN
BapuaHT ranakrosemum (BapmaHTt Duarte). Yacrora
koneb6bnercsa ot 1:40 000 o 1:100 000 HOBOPOXKAEHHDIX.
B MeAnKO-reHeTUYECKOMN KOHCYJIbTaLlMm BO3MOXKHO

npoBegeHune npeHatanbHou [JHK-gMarHocTuku.



MykoBucUumao3

® pasnIM4yaloT TpU OCHOBHbIe (POpPMbl MYKOBUCLMAO3A:
NEeroyHyro, KMLWeYyHYylo U cMewaHHyo. CaMou 4YacTtou us
HUX AABJISeTCA cMewaHHasa bopma. OHa BCcTpeyaeTcs
npuMmepHo y 80% 60nbHbIX. 3a60n1eBaHue 06bIYHO
HauMHaeTca B paHHeM Bo3pacTte. 3aboneBaHue
o6ycnosneHo myTauuamm B reHe CFTR, koTopbin
JIOKanin30BaH Ha 7q. B HacTosllee BpeMs U3BECTHO
6onee 1000 MyTaumMm B 3TOM reHe, caMasl yacrtas U3 HUX
— AF508. N'eH oTBeyaeT 3a cUMHTE3 6enka,
ocyLlecTBsilowlero B kKnerkax (pyHKUMIO KaHana ans
MOHOB XxJiopa. NMpoao/MHKNUTENNIbHOCTb XXU3HU, KaK
npaBuJ10, OTHOCUTEJ/IbHO KOPOTKas. HacTtoTa konebnercs
oT 1:2 000 no 1:20 000 HOBOpPOXXAEHHbIX U pexe. . B
MeANKO-reHEeTUYECKON KOHCYJIbTaLiun BO3MOXXHO
nposeaeHue npeHatanbHon AHK-gnarHocTrmku npm
nocnepyrowmx 6epemMeHHOCTSX.

—



3Tanbl BbINOJIHEHUS1 HEOHAaTaJIbHOIO
CKPUHMHra

e I 3Tan - nonyuyeHue 06pa3LOB KPOBU Y
HOBOPOXXAEHHOIro Ha 3-7 AHW XXU3HU U UX
HeMepasieHHasa TPaHCNOPTUPOBKa B JslabopaTopuio u
nabopartopHoe TectuposaHme (100%)

e II >Tan - noareepxpaarowan nabopatopHas
ANarHOCTUKa cpeaun nNpeanosioXUTesIbHO MO3UTUBHDbIX
pe3y/ibTaToB NepBUYHOIr0 CKPUMHUHIa, BKJ1IOYas
MoOJieKynsipHo-reHeTuyeckoe nccneposaHume (100%)

e III 3Tan — paHHee neyeHue ( He no3gHee 1 Mec. nocne
poXXaeHus ), NabopaTopHbIii KOHTPO/b 3a
3((PEeKTUBHOCTbIO JIeUEeHUS

e IV 3Tan — Meauko-reHeTnyeckoe KOHCY/IbTUPOBaHUeE
CeMbM



CxemMa opraHu3auuyn CKpUHUHIa

poaoBCrioMmoraTteéJibHbie ydypexxxaeHus
(3abop kpoBM U TpaHCNOPTUPOBKaA B JslabopaTopuio)

MEAUKO-TreHETUNYHECKUE KOHCYJ/ibTallUMn

npoBeaeHue 1 n 2 3TanoB CKPUHUHrA
KOHTPOJ1b 3a JIeYeHUueM
MeAUKO-reHeTU4YeCcKoe KOHCY/1IbTUpOBaHMe CEMbM

pedepeHCHblIe LLeHTPbI

AHK-anarHocTtuka
NabopaTopHbIA KOHTPOJIb KauecTBa
KOHTPOJIb KayeCTBa JieyeHus

MeXAyHapoaHasa ceTb NporpaMM CKPUHUHra



