LleHHOe 3HaHNe — 340poOBbIN Manbiu!

I'emackpun é

«FeMacKpuH» - 3TO HeoHaTasNbHbIN reHeTUYECKNMA CKPUMHUHI HOBOPOXAEHHOro
Ha onpegeneHne HacneacTBEeHHbIX 3a0oneBaHUM UITM UX HOCUTENbLCTBA




I'emackpun é LieHHOe 3HaHNe — 30poBbIil Manbiwu!

NMpuHUMN HacnepgoBaHUA

JTrobown YenoBek HacnenyeT reHeTUYECKY0 MHoOpMaLmMio OT 060X CBOMX PoaUTENEN,
npu atom 50% OHK pebeHky npuxogut ot matepu, 50% - oT oTua.

Bce Mmbl obnagaem ckpbiTbiMU gedektamn (MyTaumsiMm) B CBOEM reHeTUYeckoM annaparte. Kaxabin
YesioBEK ABMISETCA HOCUTENEM HECKONbKNX AedeKkToB (MyTaumn) B CBOEM reHOMeE.
[10 coBpeMEHHbIM OLEeHKaM Takmx MyTaunn y Kaxgoro Yyernoseka HacumTbiBaetTcs oT 7 0o 10 Ha reHowm.

~ 2 Bcex cny4vaeB HacnegoBaHua 6onesHen pebeHkom
npouncxoauT, Koraa oba poauTens He cTpagaroT
HacneacTBEeHHbIMU 3aboneBaHnUsaMN,

HO SBNSOTCA HOCUTENSAMWU NOBPEXAEHHbLIX TEHOB B
reTepo3nroTHOM COCTOSIHUM (0AHa XpoMocomMa U3
FOMOJSIOrMYHOM Napbl HECET NOBPEXAEHHbBIV EH, a Apyras
— HOpPMarbHbIN).

Takon BapunaHT HacnegoBaHUs Ha3blBaeTCA ayTOCOMHO-
peLEeCCUBHbIM.

B Gpake OByX 300POBbLIX CKPbITbIX HOCUTENEN MyTauun B
OLHOM U TOM € reHe BO3HUKaET 25% BEPOATHOCTb
poXaeHns 6onbLHOro pedbeHxka.
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HOoCUTENb HOCUTENbHULA

=l
-
=
-

Ry (R iy r By (r B &

& « « 9
AR A /A SN
A ¥4 Q) %4 34

3poposble 25% Hocutenu (retepo3suroTsi) 50% BonbHble 25%

PEBEHOK C HACINEOCTBEHHOW
BOJNE3HbIO MOXET POAUTBLCA Y
300POBbLIX POOUTEJIEN!



I'emackpuH é ITHEK

LleHHOe 3HaHNe — 340pOBbIN Manbilu!

YacToTa, npodumnakrmka v nedyeHme 3aboneBaHuu

CneumnanucTtbl paspabotanu
«'emackpuH» ¢ y4etom Hanbornee
pacnpoOCTPaHEHHbIX FEHETUYECKUX
HacnegcTBeHHbIX 3aboneBaHun,
0cobeHHOCTEN OpraHn3ma,
XapakTepHbIX ang xutenen PO.

[NepeyeHb pa3paboTaH reHeTnKamm
N 6UONHPOpPMaTMKaMK C GOKYCOM
Ha KypabenbHble HacneACTBEeHHbIEe
3abo0/s1ieBaHVIA, T.e. Ha 3a60/1eBaHUS
noAJatoLimecs KoppekTUpoBKe U
JIEYEHMIO Ha PaHHMX 3Tanax
pPa3BUTUSA pebeHka.

FEMACKPWUH -
HEOHATAJ1bHbIN
CKPUHWUHI ANA
HOBOPOXAEHHbIX

['emackpuH é JIHK

Ana HoBopoOXAeHHbIX B [emabaHke A4OCTYNHbI 6a30BbIU U PaCLUNPEHHbIN

«F'emackpuH».



I'emackpun é

BO3MOXHOCTM reHeTUYeCKNX naHeneun «fremackpumH»

Mo 3aka3y N'emabaHka BegyLwmmmn reHetnkamu LIFPM paspaboTtaHbl naHenu 'emackpuH -
6a3oBas 1 pacwmpeHHast. CKpUHUHIN SBASIIOTCA 3KCKNIO3UBHBLIM MPOAYKTOM U
NpeaocTaBnsoTCA TONbKO KnneHTam NemabaHka.

| BaxkHo:

[ns Tecta He Hy)XHO 6paTb KpoBb Yy Manbiwa. Ero genatoT no nynoBMHHOW KPOBWU,

COXPaHEHHON BO BPEMSI POLOB.

«emackpuH» 6a30BbIN

Kon-Bo 3aboneBaHun: 20 HanbOonee
pacnpocTpaHeHHbIX HAacrneaACTBEHHbIX
3aboneBaHuN.

Mpynnbl HacneaCTBeHHbIX
3aboneBaHun, BXoasLmnX B TECT:
Tonbko KypabenbHble, T.e. Ans KOTopbIX
NMEETCs AOCTYMNHOE feYeHne, onbIT
AOCUMMNTOMHOW Tepanuun, KNMHNU4eckmne
pekoMmeHaaumm

CuvumnTomaTumka:
B NepBble MeCcsLbl XXU3HN HE BbISIBMAOTCS
CUMMNTOMAaTUYECKU

Cpok Bblgaum pesynbrarta: o 60
pabounx gHewn

LleHHOe 3HaHWe — 30pOBbIi ManbiLu!

«eMacKpuH» pacLUMPEHHbIN -

Kon-Bo 3aboneBaHun: 375+ HacnegcTBEHHbIX
3abonesannn, 400+ reHoB.

Mpynnbl HacneacTBeHHbLIX 3aboneBaHU, BXOAALLIUX B
TecT:

1 rpynna: kypabenbHble (220 reHoOB)

2 rpynna: 3a6051eBaHuUs, NPU KOTOPbIX eCTb
OorpaHn4yeHsa No Npmemy npenapaTos/BoO3pacTy
(Hanpumep, 3/10KavYeCcTBEHHadA rmnepTepmms), a Takxe
paKky N onyxoJsieBble CUHAPOMbI, BPOXAEHHbIE
ANCOYHKLMN KOPbl HAAMOUYEYHMKOB, @ Takxe
fobpoKayecTBeHHble COCTOSAHMSA, He TpebyroLine
neyeHns (68 reHoB)

3 rpynna: 3abonesaHus, KOTOpble rneyarcs
cuMnTOMaTUYeCKku, Ho B Poccnmn 3Tu npenapaTbl He
3aperunctpupoBaHsbl (130 reHoB)

Cpok Bblga4ym pesynbrarta: 40 45 pabounx gHen



LleHHOe 3HaHMe — 340poOBbIN Manbiwu!

I'emackpun é

Uto paet «'emackpuH»

1 i AnarHocTukKy HacrneacTBeHHbIX 3aboneBaHUU
2_ CBoeBpeMeHHOe nevyeHne 3aboneBaHnUsA Npu ero oGHapyxeHUun
3 AunarHoCcTUKy HoCUTeNnbCTBa NOBPEXAEeHHOro reHa

4_ UHdopmauunio ana nnaHmpoBaHua dyayLliero noTomMcTea

Pesynbratbl [eMackpunHa npnuxogsT no SNeKTPOHHOWM NoyTe, ykazaHHOM KnneHToMm. Npu obHapyxeHnn

HacrneacTBeHHOro 3aboneBaHns PeKOMeHAYETCA KOHCYIbTauuMs reHeTuka.
Ona xntenen Mockebl 1 MO koHcynbsTauus npoxoauT o4Ho B LleHTpe NeHeTnkn n PenpogyktneHom

Meaonumnbl «TEHETUKO» no agpecy: yn. 'ybkuHa, a. 3, kopn. 1
[na xutenen gpyrnx ropogoB KOHCYIbTaUMA NMPOXoauMT OHSTanH.

3akasaTb TeCcT MOXHO no TeredoHy: 8 800 250 90 05



I'emackpun é LieHHoe 3HaHue — 30poBbIil Manbiwu!

Ba3oBbIn «feMacKpuH»

lNepeyeHb HacneacTBeHHbIX 3ab00neBaHNUKU, BKITKOYEHHbIX B 6a30BYI0 NaHesnb
«'eMackpuH»:

bones3Hb BunbcoHa-KoHoBanoBa

BonesHb lNowe

[emoxpomaTtos 1-ro Tmna

[Mnepkannemmnyecknn nepmoanyeckmum napanuy

[MNnokannemMnyecknn nepnogmnyeckmuin napanuny

[MunkoreHo3 2-ro Tvna (bonesHb NomHe)

Oednunt buotnHmaassl

[Mepuogunyeckas bonesHb (ceMenHasa cpeam3eMHOMOopCKas nuxopaaka)
TnposnHemunsa 1-ro Tmna -
[[anaktosemus it 788
deHunkeToHypus 1-ro Tuna
[MyTapoBas aumuaypus
bone3nb Humana-lNunka Tun C

[omMouunCTHYpUSA

BonesHb XapTHyna

LntpynnnHemmna [

HepoctatouyHocTb auyunKoa A KK co cpegHen anuHom uenm

N3oBanepnaHoBasa aumoemusd MpoBepka Ha 20
HenpoceHcopHas HecuHapomMarnbHas TYIoyxoCTb HacnegcTBeHHbIX 3a0oneBaHuy
CnnHanbHas MbllLevyHas aMmoTpodus Llena Tecta: 20 000 P

PaHHAA guarHocTunka no3BosifieT onepaTuBHO U CBOEBPEMEHHO Ha3Ha4YnTb
adpdeKTUBHYIO NPOPUNAKTUKY U NnevyeHue!



I'emackpun é LieHHOe 3HaHNe — 30poBbIil Manbiwu!

PacwunpeHHbIn «FeMmacKpuH»

lNepeyeHb HacneacTBEHHbIX 3a00neBaHMN, BKITKOYEHHbIX B PaCLUMPEHHYIO NaHernb
«eMacKpuH» :

BpoxaeHHble 6bone3Hn obmeHa (6onee 100)

HapyweHusa obmeHa XupHbIX KUcnot: KapHutnHosble gedpuunTtsl, NnprukcuaoH-3aBnucnMbIe
cynoporu, Dedpuunt KpeatnHa n gp. (42)

UmmyHonorus/rematonorus: UMMyHOA4eOULMTbI, HEUTPONEHUS, PETUKYIISPHBIN AncreHe3 n ap.(32)
M'vnoTtepuos (14)

HedporeHHbIN HecaxapHbIn anabdet (2)

JlnzocomanbHble 60ne3HU HakonneHun: bonesHb lowe, bonesHb ®abpu, bonesHb NMomne n ap.
(11)

Hdetckue paku (20)

BpoxaeHHble AUCPYHKLUMM KOPbl HAAMNOYEYHUKOB (7)

MMnepammoHMeMunn n HapyLueHUs LuKna Mo4eBUHbI (7)

PaxnTbl (3), Tyroyxoctb (2), MykoBucunaos (1)

femodpunusa A (1), Fremodunua B (1), bonesHb BunbcoHa-KoHoBanosa (1) u gpyrme coCToAHUA
(6onee 150)

NMpoBepka Ha 375
HacneAacTBeHHbIX 3aboreBaHMmi
Llena Tecta: 54 000 P

| BaxHo:

PacwupeHHbIn «emacKpuH» BKNo4YaeT B cebs1 AMarHOCTUKY BCeX HacneACTBEHHbIX

3aboneBaHUn, KOTOpPblIe BXOAAT B 6a30BbIN «['eMacKpuH» U AONONMHUTENbLHO AUAarHOCTUKY eLue

355 HacneaocTBeHHbIX 3aboneBaHUN.
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LleHHOe 3HaHMe — 340poOBbIN Manbiwu!

Mpumepbl npodUNakTUKM N nevyeHns HEKOTOpPbIX 3aboneBaHUN

Ne r'EH OMIM FPYNNA NATONOIrMn 3ABOJIEBAHUE MPODOUNAKTUKA U TIEYEHUE
1 PAH 261600 AMuHoaumgonaTums deHnnKeToHYpUs [uneta n cmecun 6e3 eHnnanaHnHa
OpdaguH, cyxasa cmecb 6e3 TuposnHa XPEN,
2 FAH 276700 AMuHoaumgonaTus TunposnHemus 1 Tnn TYR TupUanaoH
myTtapoBas CneumanbHble CMec aMUHOKUCTIOT
3 GCDH 231670 AMUHoaumgonaTus aLnaypus («TyTapuaoH»)
4 IVD 243500 AmMuHOaumngonaTus VisoanepuaHosas Cwmecb 6e3 nenuymHa (HytpureH)
aungemus
Bbonblwure gosbl BUTamuHa B6 n ponmeson
KMCNOTbl, ANETOTEPAaNnUs - NPOAYKTbl C HU3KNM
5 CBS 236200 AMUHoOaUmaonaTus FomoumncTHypus cogepxxaHmem MeTuoHmHa. CneunarnbHble CMecu
aMUHOKMCNOT 6e3 MeTUOHMHA — AHaMMUKC,
XomugoH, Anarnor, Makcamym
6 SLC6A19 234500 AMUHoaumgonaTus BonesHb XapTHyna Bricokobenkosas Aneta. HUKoTMHOBas kuenota u
BUTaMUHbI rpynnbl B.
7 ASS1 215700 HapyweHne obmeHa LInTpyrnuHemus HuskobenkoBas aneta Hapsay

UUKIia MO4YeBUHbI

C BBeJeHnemMm aMMHOKNCI10Tbl aprmHnHa.
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NMpodunakTmka n neyeHmne 3aboneBaHnmn

Ne 'eH OMIM FPYTMMA MATONOMrnm 3ABOJIEBAHVE MPOPUNAKTUKA N NIEYEHNE

Bones3Hb HapyLueHus BesnakTo3Haga gueta. CneunanusanpoBaHHbIe
8 GALT 230400 Py FanakTosemms A H p
obmeHa yrnesonoB CMeCU Ha OCHOBeE U30onaTa coeBoro dbernka.

YacTtoe kopmMmneHne ansa UCKNYeHns
HepnoctatouHocTb auun-CoA- ronogaHus. [lneta co CHUXeHHbIM

9 ACADM 201450 HapyweHue 6eta- aernaporeHasbl XUPHbIX coaepXaHueM X1poB 1 NOBbILLEHHbIM-
OKMCITEHUS XXUPHbIX KACAOT | KACAOT CO cpeaHen ONTMHON yrneBoaoB. L-kapHutnH, PnbodnasuH,
uenu BHyTpuBEeHHOE BBEAEHME pacTBOPOB

rMIOKO3bl N BukapboHaTa HaTpus.

10 ATP7B 277900 bonesHb HakonneHna bonesHb BunbcoHa- Xenatopbl (D-neHnuyunnamuH). [lneta c
MeTansnos KoHoBanoBa OrpaHuyeHnem meau.

11 HEE 235200 bonesHb HakonneHns FeMoxpomaTos 1 Tuna [lneta ¢ orpaHn4eHnem xenesa u
MeTansnos KpoBonyckaHus. [lepepokcaMuH.
bonesHb HapyLleHus

12 BTD 253260 0GMEHa BUTAMUHOB Hedunumt GnotnHNaassl BnoTtumH

13 MEFV 249100 AyToBoCnanurens-Has Mepuoanyeckasa 6onesHb KonxunumH

bonesHb
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LleHHOe 3HaHMe — 340poOBbIN Manbiwu!

NMpodunakTmka n neyeHmne 3aboneBaHnmn

rPYTMA YACTOTA
Ne r'eH OMIM NATONOrM 3ABOJIEBAHNE 1 MPOOUNTAKTUKA N NEYEHUE
JInzocomHasa 6onesHb 40 000 -
14 GBA 230800 HaKoMNEeHWs BonesHb MNowe, Tnn 1 60 000 3T «Llepe3nm» 1 aHanoru
JInzocomHas
15 NPC1 257220 6onesHb BonesHb HumaHa-lMNuka 150 000 3aBecka (Murnycrar) - UHrnMbuTop
HakonneHus T™mn C rNoKo3nnLepaMmmnacmHTasbl
16 GAA 232300 [M30COMHas GonesHy BonesHs Momne 40 000 3T «Muoaum»
HakonneHus
FAneD- 1 Mpu runepkanuemmyeckom: TuasumgHble
Mepuoagnyeckume rmnofanmemmqecmﬁ ANypeTuku (rmgpoxnopTnasug), oueta c
17 SCN4A 170500 napanu4yn, HEePBHO- N 200 000 YMEHbLUEHNEM NOCTYMMEHUS Kanus.
nepuoanYeckui
MblLLEYHble BonesHn napanuu INNevyeHune runokanuemMmyeckoro

naparnnya CM. HUXe.
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NMpodmnakTuka n neyeHue 3aboneBaHNU

[eHbl, BXOASLLIME B

3aboneBaHue: NeyeHne
nccnegoBaHue
CynbdoHunmo4veBmHa (4) improves
psychomotor/cognitive development/IQ; improves
SLC16A1, GCK, GLUD1, [pehavioural/psychiatric disturbance(s); improves
(MNepuHCYNMHM3M KCNJ11, ABCC8, INSR, |neurological manifestations (incl. neuro-imaging);
HADH improves systemic manifestations
[Inasokcuy - He 3apernctpmpoBaH B PO;
OkTpeoTtna
TSHB, TSHR, TRHR, PAX8,[3amectutensHasa ropmoHoTepanus
MMnoTvpeos THRA, TBL1X, IRS4, )
DUOX2, DUOXA2, IYD, |dobaBka noga
SLC5A5, TG, TPO, IGSF1
[Tyroyxoctb:

- CungpomanbHasa popmMa TyroyxocTu ¢ naTtonornen
LLINTOBUOHOW XKenesbl
- HecuHgpomarnbHas hopma Tyroyxoctum

SLC26A4, GJB2 KoxneapHas nmnnaHtauus

GH1, GHRHR, PROP1,
MnodunsapHbI HAHNU3M POU1F1, LHX3, LHX4, [fopmoH pocTa
OTX2, RNPC3

BonesHb kneHoBoro cupona BCKDHA, BCKDHB, DBT

JlebHoe nuTaHne, TMaMnH, KAPHUTUH

BanvH n sonenuuH (3apernctpmupoBaHbl kak BA[)
Apunnasa (3apernctpuvpoBaH), Harnasum galsulfase
enzyme replacement therapy

lemocoununa A F8 Tepanus ¢pbakTopamun ceepTbiBaHNA

lemocomnuna B F9 Tepanus ¢pbakTopamun ceepTbiBaHNA

BonesHb ®abpu GLA
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MMpumMepbl N3 npakTukn: @eHnnketoHypusa 1-ro tuna

Yacrtora: 1: 10000 HOBOPOXXAEHHDIX.
Tvn HacnegoBaHUA: ayTOCOMHO-PELECCUBHBIN
lNaToreHes u KNMHU4YeCKMe nprusHakm 3adbonesaHus: MNpn mytauusix B reHe PAH depmeHT
deHunanaHuH-4-rmgpokcunasa, y4acTeyloLlas B peakummn npeobpasoBaHuns L-doeHnnanaHmHa B TUPO3UH,
NnepecTaeT BbIMOMHATbL CBOK (PyHKUMIO. KrnnHuyeckne nposisneHmnsa o0ycnoBreHbl TOKCUYECKUM
aencTeneM peHmnanaHnHa, KoTopbln He NoABepraeTcs npeBpaleHnam n3-3a 6nokMpoBaHnsa ykaszaHHOM
Broxmmmyeckon peakumn. Hakannmsarowmnca goeHnnanaHvH npespaLlaeTcsa B Apyrne TokCM4eckme
NPOAYKTbI, KOTOPbIE NOBPEXAAIOT KNETKM HEPBHOW cUcTeMbl. Kpome Toro, doepmMeHTaTMBHbIN BroK
npespaLlleHna dpeHmnanaHnHa B TMPO3uMH NPUBOSUT K YMEHbLLEHUIO 0B6pa3oBaHNa MeanaTopoB
LeHTpanbHOW HEPBHOW cUCTeMbI (JohaMmuHa n anokcudeHnnanaHmHa). Bece Bbile nepeyncneHHoe
NPUBOAUT K HAPYLLEHUIO NCUXOPEYEBOrO N MOTOPHOIO Pa3BUTUS, YMCTBEHHOM OTCTANIOCTUN BOMNbHbLIX U
pPasBUTUIO Y HUX CYOPOT.

3aboneBaHne GUOXMMUYECKN ONArHOCTUPYETCS C MOMOLLbIO rOCYAapCTBEHHOIO CKPUHUHIA
HOBOPOXOEHHbIX, 04HAKO, B nNporpamme «l'emMackpuH» guarHoctuka npoBoanTCS HE HA OCHOBE
BMOXMMMYECKOrO aHanmsa ypoBHsS peHmnnanaHnHa B Kposu 6051IbHOMO, a Ha OCHOBE HENMOCPEACTBEHHOIO
aHanusa OHK nauueHTa.

[Mpun conoctaBneHnn pesyneratoB [JHK-aHanusa ¢ pesynsratamu ctaHgapTHOrO GUOXMMMUYECKOro
CKPUHMHIa HOBOPOXAEHHbIX Bpay-reHeTUK MOXET 3arnogo3puUTb 3r10KadeCTBEHHbIE BapUaHThl
runepdeHnnanaHnHeMnm, ans KoTopbiX TpagmumMoHHasa agnetorepanus okasbliBaeTcs HeadhPeKTUBHON.
[eHeTUK gacT pekoMeHaaunm no nevYeHuto.

JleyeHume:

CBoeBpeMeHHOE Ha3HavyeHue ameTbl be3 peHmnnanaHnHa ¢ UCNofb30BaHMEM Crieuuanm3npoBaHHbIX
cMmecen no3eondet pebeHKy pasBmBaTbCsl COOTBETCTBEHHO BO3pACTY, a Bpayam He JONyCTUTb pa3BuTmne
HeobpaTUMbIX OCNOXHEHUN.
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MMpuMepbl U3 NPakTUKKU: remoxpomarto3s | Tuna

YacTtoTa: 1: 300 HOBOPOXOEHHbIX.

Tun HacnegoBaHMA: ayTOCOMHO-PELECCUBHBIN

NMaToreHes u KNMIMHNYeCcKMe npusHaku 3aboneBaHusa: [eH HFE «kogupyeT ocobbin  6enok,
y4yacTBYOLNM perynaumm 3axBata xenesa (Fe) knetkamu cnmsanctonm oBOSMOYKM  XKernyaoyHo-
KMLWEeYHoro TpakTta. HapyweHue paboTbl OaHHOroO MNpOoTEMHA XapaKTepudyetcsi HeorpaHUYeHHbIM
BCcacbiBaHMeM Fe u3 npocBeTa kuweyHuka. [locnegHee npuMBOoOUT K Ype3MepHOMY HaKOMMNeHWUHo
Xernesocogepallero NMrMeHTa remocmaepuHa B rnevyeHu, nogxenygovyHou xernese, cepgue, Koxe,
siMYKax, cyctaBax, rmunocuse n gpyrmx opraHax, 4to obycnaBnmBaeT rubenb akTUBHbBIX SNIEMEHTOB U
pasBUTNE CKIIepOTUYECKOro rnpouecca. Bo3HuMKaeT KnmHun4eckaa cuMmnToMartuka uuppo3a MNeYeHw,
caxapHoro gnabeta, metabonunyeckon kapgmoMmmonaTun.

JleyeHue: [1na ymMeHbLLUEHMS BCACbiBaHNSA U BbIBEAEHNSA U3MNULLKOB Xenesa U3 opraHnama cBogsT K
MUHUMYMY ynoTpebneHune xenesa c nuwen (orpaHndYeHne msca, rpeqyHeBOn Kpynbl, SOMO0K,
rpaHaToB, KpacHOro BuHa, ButamuHa C, oTkas OT asfikorons), a Takke npuMeHsitoT Tepanuto
xenartupyrowmum npenapartom gedepokcamuH. OgHako MakcumarnbHO 3PEKTUBHBIM METOLOM
nevyeHust remoxpomMarosa cHnTaeTca nposeaeHmne Kypca ¢prneboToMumn (KpoBONYyCKaHUN).

CBoeBpemeHHo Ha4yaTtoe npod)unaKTqucxoe BbiBegeHune U3JNTNLLKOB XeJe3a u3 opraHn3ma
((*)1196OTOMVIVI) NO3BOJISIET NOJIHOCTbLIO N36eXaTb OMOXNMMYECKNX U KITUHUYECKNX NMPU3HaKoOB

3aboneBaHus.
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Mpumepbl N3 NpPakTUKK: rmyTapoBasi auuaypus | Tuna

YacTtoTa: 1: 50 000 HOBOpPOXOEHHBIX.

Tvn HacnegoBaHMA: ayTOCOMHO-PELECCUBHBIN

lNMaToreHes n KNMHMYecKne npusHakm 3adbonesanuma: [eH GCDH kooupyeT bepMeHT rnyTapui-
CoA permgporeHasy, ydacTBYWOLLYHO B MeTabonuame nuavHa, rmapokcunuamHa mn TpuntodaHa.
Mytaumm B reHe GCDH B romMO3WroTHOM WM KOMMAyHAO-reTepo3nroTHOM opMe npuBOAAT K
pPasBUTUIO ayTOCOMHO-PEeLIECCMBHOIO 3abonesaHus rnytapoBaa auuaypus 1-ro tuna. [laTonorus
CONpOBOXAaeTcs HeJoCTaTOMHOCTbIO depMeHTa rmytapun-CoA gernaporeHasbl, B pesynbsrare Yero B
opraHu3ame HakannuearTca rmyTtapoBas U 3-OH-rnmytapoBasi  KMCNOTbI,  OKasblBakoLme
HEMPOTOKCMYECKOEe [OEeNCTBUE MNPEUMYLLECTBEHHO Ha MOLKOPKOBble CTPYKTYpPbl MOMIOBHOIMO Mo3ra.
OcCHOBHbIMM  cuMNTOMamMun  BonesHn ABMAKTCA  Makpouedanus Ha d¢OHe nepuoanyecku
BO3HMKAOLWMX SHUEedannTonogobHbIX KPM30B B BUAE NMXOpPAaOKW, 3MUNEenTUYeCcKuX npunagkos,
YacCTbIX CPbIrMBaHUM, PBOTbI, KOMATO3HOIMO COCTOSAHMA. B nocnegyowemM pasBuBalOTCA pasfinyHble
MNEPKUHE3LI, XapakKTepHa 3adepXXka MNCUXOMOTOPHOro pasButuda. Yacrto OonbHbIe nogonry
HabnaaTCcA y HeBponora ¢ JIoXXHbIM ANMarHo3oM AeTCKUM uepebpanbHbin napanuy (OLIM).

INleyenwme: [1na Tepanuum 3abonesBaHns NPUMEHSIOT crieyuarnbHble CMeCcu aMUHOKUCTIOT
(«nyTapugoH XLIS, TRY», komnaHuss SHS International LTD, Nutricia). Takke Ha3HayeHue L-
KapHUTUHA, pubodonaBuHa, orpaHnyeHne 6enKkoB XXMBOTHOMO NMPOUCXOXAEHUS (CoaepXKallmx B CBOEM
coctaBe DonbLOE KONMYECTBO NN3NHA, TpMnTodaHa, rmaponusnHa). bonbLWUHCTBO NauMeHToB
OCTalTCA 6€CCMMNTOMHBLIMU, €CNN NeYeHue (aueTotepanum ¢ NnpuMeHeHUeM L-KapHUTUHA)
Ha4yaTo B nepuoa HoBopoXaeHHOCTU. CTporas agneTa ¢ NpUMeHeHNeEM crneumann3mpoBaHHbIX
cMecen JormkHa cobntogatbes Ao 6 net. B nocnegyowem, B 3aBUCUMOCTU OT KITMHUYECKOIo TEYEHUS
bonesHn, pebEHOK MOXET NepenTn Ha NPOCTYI0 HN3KODENKOBYIO ANETY.



I'emackpun é

LleHHOe 3HaHNe — 340poOBbI Manbiu!

MeToa anarHoctuku 6asoBoro «FemackpuHa»

B xope aHanusa «'emackpuH» ucnonb3yetca TexHonorua xuakoctHoix YANMoe Fluidigm

NMpumeHsembin metoa: NMUP ¢ TagMan 3oHaamu

[lpoepamma [JHK duazHocmuku
pa3pabomaHa 8 napmHepcmee ¢
gedywumu crieyuanucmamu Poccuu
o meduuyuHcKouU 2ceHemuke. Bcece
pabomel rpoeoosimcs 8
nuyeH3uposaHHou nabopamopuu,

coomeemcmasyrouieti cmaHoapmam
GMP.




LleHHOe 3HaHNe — 340poOBbI Manbiu!

I'emackpun é

MeToa AMarHOCTUKU pacluupeHHoro «feMackpuHa»

PacLLUMpeHHbI CKPUHUHT HOBOPOXKAEHHbIX MPOBOAUTCA METOA0M
cekBeHMpoBaHua HoBoro nokoneHua (Next Generation Sequencing, NGS).

OTOT MeToA No3BondeT rryooKoro (MHOrokpaTHOro) [///
NPOYNTbIBATbL rEHETUYECKUI MaTepuan u ¢ 6osbLLoun f“‘/
TOYHOCTbLI BbIMCKMBATb U ONpeaensaTb «MNOSIOMKY» B :
reHax.

\"'(~

B nccnegoBaHve BXOAUT OOMNONHUTENbHbIN
reHeTUYecKuin TecT — aHanus3 Ha geneuum reHa
SMN1 (CMA).

BbinonHsieTca Ha caMoM COBPEMEHHOM
obopyanoBaHun nuaepa oTpacnm CeKBeHUpoBaHUSA
— lllumina (NovaSeq 6000) ¢ Hanny4LwMK
XapakTepucTukamm rnyobunHbl NOKPbITUS B CPeaHEM
oT 100X, obecneynBatoMmMm BbICOKYH TOYHOCTb
npouteHmnsa JHK.

[laHHbIN cekBeHaTop obrnagaet 6onbLen
NPOMYCKHOW CNOCOBHOCTHLIO MO CPABHEHUIO C
Opyrumm cuctemamm, obecnevunBaeT BbICOKOE
NOKPbITHE.




LleHHOe 3HaHNe — 340poOBbI Manbiu!

I'emackpun é

Noka3aHua ana npoBegeHns 6a3oBOro UnNu
pacwpPeHHOro reHeTU4eCKoro CKpUHMUHra
«'emMackpuH»

«emackpuH» pekomeHaoBaH BceM AeTsM (0COB6eHHO HOBOPOXOEHHbIM).
3ayacTyo CeMeNHbIN aHaMHE3 HE NMEET 3HaYEeHUS, T.K. BONbLLUMHCTBO
bonesHen, BXOOALWMNX B CKPUHUHIK, HAcneaytTcs ayTOCOMHO-PELEeCCUBHO
a 3Ha4uT, B ceMbe ABYX 3[0POBbIX poguTerien MoryT poanuTbcs BonbHble
aetn. Hannune 3gopoBbIX AeTe B CEMbE HE UCKITIOYaET POXAEHUSA
BonbHoro pebeHka.

«FemackpuH» obecneynBaeT paHHIO U CBOEBPEMEHHYIO
ANarHoCcTuKy 3abonesaHnn ana nx apheKTUMBHOro fie4YeHuns.

I'IpOBe.quMe TaKnNX aHanmnM3oB AJ1d HOBOPOXAOEeHHOro Mmanbilla
AOJMKHO CTaTb NPpUBbLIYHbLIM OencTBuemM Ans Bcex pop,meneﬁ.

8 800 250 90 05

femabaHkK, c 3ab6oTomn o 3gopoBbe!



