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lnaH nekyir

Bu3Ha4yeHHA OphaHHUX 30X80PHOBAHb.

Enidemionozis ophaHHUX 30X80PHOBAHb.

3akoHoOas4a 6a3a no susAsneHHO OpGhHAHHUX 30XBO0PHBAHbL 8 YKpaiHi ma
ceimi.

lMoHaAMmMA npo macosuli ma cenekKMu8HUU CKPUHIH2.

[ToKka3u 0218 NposedeHHA ceneKmuUBHO20 CKPUHIH2Y CriadKo8uUX
30X80pt08AHbL.[TOHAMMA NPO HEOHAMAAbHUU CKPUHIHe.

Memoou diazHOCMUKU opgaHHUX 30X80PHOBAHbL ((hepmeHMHUU aHani3 ma
MOSEeKYAPHO-2eHeMuUYHe O0CMiOHEHHSA).

[MpuHuunu niKy8aHHA 0pGHAHHUX 30X80PHOBAHb.



3aX80pHOBAHHSA, W0 3yCMpiyaromsca 3 HACMOMOKo He Yyacmiuwe,
Hixc 1: 2000 *, Hasuearomuoca piokicHumu abo OpgaHHUMU

Y ceimi su3aHaHo 00 8 mucsay Ho30s0e2il, npome caili wugp y MixcHapoOoHil
Knacugikayii marome nuwe 250. B YKkpaiHi 3ameepoxceHo 275 Ho3on02il

B ¢
_

/5% opdanHux 3aXBOPIOBaHb MaHipeCTyIOTh B IUTAYOMY Billi .

~3akon Ykpainu «IIpo enecennsn 3min 00 Ocnoé 3axkonooascmea YKpainu npo 0xopomy 300p0oe’sa w000
3abe3neuennsn npoginakmuxku ma nikysannsa piokicnux (opgannux) zaxeoprosanv» 6io 15.04.2014 Ne 1213-V11



MayieHm 3 piOKicHUM 3aX80PHOBAHHAM - CUPOMA cucmemu OXOpPOHU 300P08'A, Yacmo

6e3 diazHo3y, 6e3 niKyeaHHsA, 6e3 HayKoeux 00cnioXHceHb: a momy - 6e3 Hadii

PiOKiCHI 30X80pHOBAHHA - XPOHIYHI, MHUMME3A2POXCYOYi ma
BUK/IUKAKOYI iHBAIOU3YIOYi p0O3/100U 30X80PHOBAHHSA, AKI HACMINbKU
piOKO 3ycmpidyaromescsa 8 nonynafauii, wo HeobxiOHO 3acmocy8aHHA
crieyianbHUX 3ycunb 0a4 ixX eufAeneHHA | 3anobieaHHA
30X80pPHOBAHOCMI, PAHHbLOI CMepmHOCMIi | Mi0BUWEHHA AKOCMI
HUMMA X80PUX, @ MAKOX crieyugiyHux 3acobis 014 niKy8aHHA

MoHamma npo pidKocmi 3aXe8O0pPlOBAHHA He MMOBUHHO MACKyeamu eaxcausicmo

npobaemu, aKy npedcmaesnsaromo pioKiCHi 3aX80proBAHHA 014 2POMAOCbKO20 300p08'a

Stein RA. Inherited metabolic diseases: a guide to 100 conditions. Archives of Disease in Childhood. 2008 Jan. 93(1):92.



LIInaxu suasneHHA crnaoKosoi namosioail

JIBa OCHOBHI IJISAXYW BUABJCHHSA CIIATAKOBOI MATOJIOTII:

*1-if muistx — MACOBUI CKPUHIHI - o6cTesxenns
BEJIMKUX JTUTSYUX KOHTUHITCHTIB HAa BUSBJICHHS CITaJIKOBUX
XBOPOO HE3aJIekKHO Bij CTaTl, BIKY, BKa31BOK Ha
3aXBOPIOBAHICTH 1 T.J1. MacoBUI CKPUHIHT TPOBOJIUTHCS
HalyacTile Ha CIaJKoBI XBOpOOU OOMIHY PEYOBUH CEPE
HOBOHAPOKEHUX.

*2- i misix - CEJIEKTUBHWUM CKPUHIHI - o6¢Texenns
XBOPHUX JITEH 3 MEBHOIO KIITHIYHOK CUMITOMATHUKOIO
(HampukJaz, cepe aiTel 3 pO3yMOBOIO BiJICTAIIICTIO) Ha
criaJIkoBl XBOpoOHu. CeNeKTUBHUM CKPUHIHT CIIPSIMOBAHO Ha
BepU(IKAIIO €TI0JIOTYHUX YAHHUKIB, 110 00YMOBIIIOIOThH
HasiBHI NOPYILIECHHS y AITEH

HoBuKkoB M.B paHHAA NpodMNaKTUKa BPOXKAEHHbIX U HAaCNeACTBEHHbIX 3aboneBaHui «MeguunHcKan cectpa» Homep: 8 rog: 2009 ctpaHuubl: 20-23 HO.U.bapalwHes, B.A.baxapes, M.B.HoBuKoB. JuarHocTnka u
NleyeHmre BPOXKAEHHbIX M HAaCNeACTBEHHbIX 3aboneBaHuii y getei». — M., «Tpuaga-X», 2004 r.



Ioka3u onsa npoeedenHn:A ceneKmueHo20 CKPUHIHZY

dimu y 8iyi 0o 18 pokie npu suaeneHHi 00HO20 3 OCHOBHUX Kpumepiie (cumnmomis)
abo 9deox i binbwe dodamkKosux Kpumepiie (cumnmomis)

OCHOBHI KPUTEPII (CUMIITOMN): JOIATKOBI KPUTEPII (CUMIITOMMN):
1. ParroBe moripiieHHs KJIIHIYHOTO 1. Kapaiomiomnarisi.

CTaHy JTUTUHU TICIS TIepiony 2 TimomIiKeMis.

HOPMAaJIBHOTO PO3BUTKY (1100Y, THIXKHI,

TP 3. TpomOoruTOIIEH .
MICSILI1) . . . : :
4. Tlinpumenns pieHs AJIT, ACT Ounbin HiX B 1,5 pa3u Bil HOpMHU.
2. I'emmaromeranus

: 5. [TinBumenns piBas KOK Oinbir HX B 2 pa3u BiJl HOPMHU.
(remaTocrieHOMETaTis )

6. ITinBuIIICHHS] KETOHOBUX T B KPOBI 1 (a00) ceui.

3. MHOXWHHI TTepeIoMu
4. JIHTSI9a CMEpPTHICTh B POMHHI BilI 7. AHOMaIbHUIA 3amax cedl, Tija, BYIIHO1 CIpKH, Oyb-sKUii HE3BUYAWHUN
- 3amnax.
3aXBOPIOBAHb 31 CXOKUMH
CHMIITOMAMU 8. [lopymieHHs pOCTy BOJIOCCS, aJOTEIIisI

9. KicTkoBo-cyro0oBi aHOMaJii (TyromoaBHKHOCTE CYIII00iB, JTedopmariis
TPYIHOT KIIITKH, paxiTOMOMIOHUX 3MIHH).

10. I'pmxi (mymKoBa, TaXOBO-MOIIIOHOYHAS).

11. YacrTi Bimpwxkku (Or0BOTA).




IIOKA3H JIJIA KOHCYJIBTAIIII IIKAPA-TEHETHKA

Hessuuauinuii 306niuniil sueiso xeopoeo ( «eapeonoioni» (epyoi) pucu obnuqus,
nioguweHuUll nopie cmuemamu3ayii)

Hezeuuaiini cumnmomu (drcopcmke abo 1amxe 8010CCs1, NOPYULEHHSL POCTY 8010CCS,
He3po3yMille BUNAOAHHS BONOCCH, 2IN0- MA 2iNepnieMeHmMOoB8aHi NISAMU HA WKIPI,
MHONCUHHI AHCTOKepamomuL).

Tlopyuenns 3 boxy onopro-pyxosoco anapamy (aHomanii po3eumxy ckeiema
Hepaximu4Ho20 NOX00XHCeHHs - KoHmpakmypu, eimamin D-pezucmenmuuu paxim, wacmi
nepenomu, NOPYueH s MiHepanizayii Kicmkogoi mKaHuuuL).

Topywenns opeany 30py (6usux abo niosueux KpUWMAaiuKa, KAMapaxKma, nOMYmHIHHS
pociexu, nicmaem, kinbys Katizepa - @uetiwepa).

Heeponoeiuni nopywenns (empama npuddanux paniuie HA8UYOK, AMAKCIsl, OKOPYXOBi
NOPYULeHHs, 8 MOMY YUCTE opmanvmonapes, Nmo3, Anpaxcis no2usoy).
MHuootcunni 8po0dHCceHi NOPpoKU PO3BUMKY.

Obmsorcenuti cnaoko8uUll AHAMHE3



TPY/IHOLLI TIA'HOCTHKH OPOPAHHHUX
3AXBOPIOBAHb

KniHiyHi ma dia2aHocmu4Hi npobaemu binbwocmi pioOKiCHUX
X80p0b CXO0Mi:
e HedocmyrnHicms 8ipHOI OiaeHOCMUKU
®  30ni3Hinul 0ia2HO3
®  BIOCYMHSA AKICHA iIHGOPpMAUia, Yacmo i HayKo8i 3HAHHA Mpo
30XB0OPHOBAHHA
®  MAXKI OCMAMOYHIi HACAIOKU 018 NAUiEHMI8 3 CoOYiasnbHOI MoOYKuU
30py
® B8iOCYmMHEe 8i0nosioOHe AKiCHe HO0AHHA MeOuYHOoi 0ornomozau
®  [TOMUSIKU Ma mpyoOHOWi 8 OMPUMOAHHI MiKy8AHHA ma 002/1A0i




HEOHATAJIbHUW CKPUHIHI - Halimo4HiwuM Ha cb0200HiWHil OeHb
crnocib paHHLOI Oiac2HOCMUKU 2eHemu4YHo obyMoeJsieHUx namoJsioail

Mykoeicuyudo3s — cucmeMHe criadKose 3axeoprosaHHs, 0bymoerieHe
Mymauiero 2eHa, sika rnpu3sooums 00 ropyweHHs1 cCmpyKkmypu i GbyHKUiT
CUHMe308aHoe0 birika, 8 pe3yribmami 4020 cekpem, Wo 8uldifiaembsCs Uumu
3aro3amu, cmae HaOMIpHO 2ycmuM i 8’93KUM. XapaKkmepu3yembCsi
Ypa)xXKeHHSIM 3ar103 308HIWHbLOI CeKpeuii, 8aXKKUMU MOpYyUEeHHAMU OyHKUIU
opeaaHie OuxaHHS i WITyYHKOBO-KUWKOB020 mpakmy.

DeHinIKemoHypisi — criadKkose 3ax80pro8aHHs, nos’sasaHe 3 oegbiuumom
pepmeHmMy peHinanaHiHaiopokcunasu, Wo npu3eodums 00 HaKoOMU4YeHHs
amiHokucsiomu ¢beHinanaHidy i it Memabornimie e kposi. Tokcu4yHa Oist yux
rnpodykmie Ha MO30K HeMO8sIimu rnpu3eo0ums 00 CepUO3HUX HE8POII02IHHUX
rnopyuweHsk i po3ymMoesoi gidcmasiocmi.

lMpupodxxeHuu 2inomupeo3s — ue KiHiYyHUt CUHOpPoM, obymoeneHul
degbiuumom 20pMOHI8 WUMOo8UOHOI 3ario3u abo rnopyweHHsIM ix echekmy.
KniHiYHUMU 03HaKamu 8p0odXKeH020 2inomupeosy € 3HadyHa 3ampumka pocmy
i eidcmaesaHHs1 8 rIcUxXiYHOMY pO38UMKY, WO eede 00 PO3yMO8OI
giocmarnocmi.

AdpeHo2eHimaJsibHUlU CUHOPOM — PO38UBAEMbLCS 8 Pa3i 3HUXEHO20
npoodyKyeaHHs1 20pMOHI8 (2/1r0KoKopmukoidie ilabo miHepariokopmukoioie).
3axeoprogaHHs1 obymoerieHe ainepyHKUiE Kopu HaOHUPKOBUX 3as103 3
HaOMIpHO ceKpeuiero adpoeeHis i NMpossnsembCcs HauvYacmiwe
HeripasusibHO 6y0080H 308HIWHIX cmameegux op2aHi8, MPUCKOPEHHSIM
i3U4HO20 PO3BUMKY | memMriie OKOCMeHIHHS, 6e3r11i00sIM.




Cmpamezisi OiacHOCMUKU CNAOKOBUX NAMOIO2IU

1. BuseneHHa 0egpeKmHOi naHKU memabosiyHo20 wAaxy 3a 00nNomMo20k0 aHani3y (KinbKicHozo,
HanieKinbKicHo20 abo AKicHO20) 8idnoeidHUx memabosnimis;
2. BusaeneHHa oucpyHKuii 6inka 3a donomo2zoro oyiHKu iio2o KinbKocmi i / abo akmueHocmi;
3. 3'acyeaHHs npupodu mymayii, mobmo xapakmepucmuka MymaHmMHoO20 asnsesnA Ha PieHi
2eHa.

* ®epMeHTHHH aHATI3 (€30JI0THIT CTaHAAPT)

— BusHaueHHs: akTHBHOCTI CIICIIU(ITHIX
(pepMeHTIB B JICWKOLINTAX, MJIa3MI KPOBI,
010XIMIYHHUM CKPUHIHT Ha OCHOB1 BUBYCHHS
cretrpiuHuX (EPMEHTIB B CYXHUX IIIIMaxX KpPOBi

MonekynapHo-reHeTU4YHe AOCHIAXEeHHS
KniHiko-reHeanoriyHMn metoa AiarHOCTUKN
LlutToreHeTU4YHi MeToan AOCNiOXXeHHA
HeoHaTanbHUN CKPUHIHT

[entp merabomiuaux 3axBoproBanb HICJI «Oxmaraut» (cmeopenuti 3a Haxazom MO3 Ykpainu
Ne76 Bi17 29.08.2008 3 MeTor0 yIOCKOHAJICHHS HAJaHHA METUYHOT JOTIOMOT'Y XBOPHM 31
CRAOKOBUMU MA HAOYMUMU MEMAOOTTYHUMU 3AXE0PIOBAHHIMU)

Jesus VR et al,. Development and evaluation of quality control dried blood spot materials in newborn screening for lysosomal storage disorders. Clin Chem. 2009;55(1):158-164. .
Lysosomal storage disorders: molecular basis and laboratory testing. Hum Genomics. 2011;5(3):156—169.
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JliKy8aHHA OpghaHHUX 30X80PHOBAHb

e TAMoO2eHeMuYHa mepanis

e cumnmomamu4yHa mepanis
* 3aMiCHa gpapmaKomepanis
* npohinaKMuYHa KOpeKyisa

[na deaKux piOKiCHUX 30X80pPIOBAHbL, HABIM®b rnpu 0obpe susYeHOMY Nnamoz2eHesi
30X80PHOBAHHA, 8I0CYMHI eqpeKmueHi Memoou niKy8aHHA, HANPUKAAO, KicmMo3H020
pibpo3y abo ceprno8UOHOKAIMUHHOI aHeMil.

Nussbaum RL, Mclnnes RR, Willard HF. Thompson & Thompson Genetics in Medicine.
Philadelphia, PA: Saunders. 2004.

Dietz HC. New therapeutic approaches for Mendelian disorders. New Engl J Med. 2010; 1:
852-63.

OpdaHuli npenapam (niKku-cupoma) - ye meduyHuli NPoOyKm,
npusHaveHul 0214 0ia2HOCMUKU, NPoginaKmMuKu i niKy8aHHA piOKicHO20
3a0X80pPIOBAHHA, W0 HE MAE KomMmepUyiliHux nepcriekmuse, ase eionoegioae
nompebam cycninbHoO20 300p086 'A.
OpdagpaHHi (cupimcoKi) niku npu3HaveHi 0na diaeHocMuKu, npoginakmukKu
abo niKkyeaHHA Hebe3nevyHux 07158 ¥cumms i 300p08 s, PiOKICHUX 3aX80PIOBAHb
y HegsesnUuKoi YaCmuHU HaceseHHH.
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