MopyweHHA O6MiHY pe4yoBUH

+ @enirkemonypia (PKU)
Llei po3nag pobuTb OpraHiam AUTUHN He34aTHUM
BMKOPWCTOBYBATM MeBHi aMiHOKUCAOTK, AKi MiCTATLCSA B
rPyAHOMY MOJIOLi Ta MONIOYHUX CyMiLLax. AMIHOKMCAOTa
nig Ha3Bow deHinanaHiH HaKONMYYETLCSA B OPraHi3mi
AUTVHM | MOXe MOLLIKOAUTIA KNITUHW MO3KY, LLLO POCTYTb,
BUK/INKAKOUN iHTENeKTYasIbHY HeJ0CTaTHICTb. JTikyBaHHSA
BKNIOYAE CneLianbHy Gopmyny Ta Ai€Ty 3 HU3bKVIM BMiCTOM
deHinanaHiny.

MeHLU NoLNPEeHi aMiHOKUCIOTHI NOPYLLEHHS:

* romoumctuHypis (HCY);

+ xBOpob6a ceui kneHosoro cupony (MSUD);

* unTtpyniHemis (CIT);

* apriHiHosHTapHa aumaypisa (ASA);

* Tupo3suHemis (TYRI).

Lli po3naan MOXyTb BUKINKATU CYAOMV Ta CepIA03HI
MOLLKOAKEHHS MO3KY. JlikyBaHHS BKNtOUAE B cebe
peTenbHO CraaHoBaHy AieTy.

« I'araxmosemis
Lle ByrneBoAHe NopyLUeHHS 03HAYaE, L0 OPraHi3m AUTUHN
He MO>XXe BUKOPMCTOBYBATW ranakTo3y — LyKop, KW
MiCTUTBLCA B CYMilLlax Ha OCHOBI KOPOB'AYOro MOJIOKa Ta
rpyAHOMY Mosioui. HemMoBAATa, AKMX He NiKYH0Tb, MOXYTb
3apasnTnca HebesneyHMM ANa XUTTS iHdeKLisMU Ta MaTn
BAXKY iHTeNneKkTyanbHy HeoCTaTHICTb. JlikyBaHHSA BKIOYAE
rofyBaHHS AUTUHW CYMILLLLIO Ha OCHOBI COI.

MeHLU noLunpeHi po3nazav BYrieBoZiB (1i30COMaibHOro
HaKoMMYeHHs) BKItOYatoThb: XBopoba Momne Ta
mykomnonicaxapuaos Tuny I (MPSI)

o Ilopywenns opzaninnux Kucaom
Y HEMOBJIAT 3 UMV NOPYLIEHHAMMN He BUAANAIOTLCA NeBHi
BiXOAW 3 KPOBIi. BOHM MOXYTb HaBiTb BNACTV B KOMY, SKLLO
X He nikyBaTu.

NlikyBaHHS MOXe BK/IKOYaTV CreLianbHy AieTy Ta NikapCbKi
npenapatu.

Jesiki 3 umMx KpUTUYHUX po3nagis:

* nponioHoBa aunaemisa (PA);

* MeTWAMaNnoHoBa auungemisa (MMA);

* i30BanepiaHoBa aumaypis (IVA);

* 3-rigpokcun-3- metun-rnytaposa auuaypis (HMG);
* fediyut 6eta-ketotionasm (BKT);

+ aediuunt ronokapbokcunnasocmHtasu (MCD);

* rnytaposa aumaypia I (GATI).

Posnagm HKUPHUX KMCHOT

« Aegiyum cepednvoranyrozoeoi ayur-KoA
dezidpozenasu wupnux kucaom (MCAD)
Lie po3nag XnpHNX KNCAOT POBNTL OPraHiamM AUTUHY
He3JaTHNM BUKOPUCTOBYBATU neBHi BUAW XWUPY ANnA
BMPOOHULITBA eHeprii.

Hemosnsta 3 MCAD MOXYTb CU/IbHO 3aXBOPITH, SKLLO

BOHW XBOPIi Ta He MOXYTb A06pe icTW. Y HUX MOXYTb ByTK
Npo6aemu 3 AUXaHHAM i CyAOMU. IXHi cepus MOXYTb HaBiTh
nepectaTtu 6utucs.

NikyBaHHs Nepejbayac rogyBaHHS KOXHi Kinbka rogvH i
LIBW/AKE HaflaHHS MeAVNYHOI OMOMOrY NPy 3aXBOPHOBaHHI.

MeHLU noLuMpeHi po3naam XUPHKX KUCIOT:

* aediumnt aumn-KoA gerigporeHas XUpHUX KUCNOT 3 Ayxe
fosrum Byrnetesum naxutorom (VLCAD);

* AediyunT JOBroNaHLIIOrOBOro KOMMOHEHTA
3-rigpokcnauunn-KoA gerigporeHasu (LCHAD);

* aediuunt TpudyHKLioHanbHoro 6inka (TFP).

NlikyBaHHS MOXe BK/IKOYaTV CreLianbHy Ai€Ty Ta NikapCbKi

npenaparu.

MpumiTka. IcHyI0Tb iHLi NOpyLIeHHS 06MiHY peyoBUH

i XMPHWX KMCIOT, IKi HEMOXMBO BUSBUTM Mif Yac
06CTeXEHHS HOBOHAPOAXKEHMX.

Lo ctaHeTbCA 3i 3pa3KOM KpPOBI
MOE€I AUTUHM NiCcnA TOro, AK Moro
nepesBiputb naboparopia?

DPH 3HMLLMTL 3pa30oK KpoBi Balwoi AUTUHKM, KOAW BiH

6inblue He byae NOTpibeH AN TecTyBaHHSA. BiH He byze
BMKOPWCTOBYBATNCA 419 ByAb-SAKNX iHLIWX Liinei, Kpim
HeoHaTa/lbHOr0 CKPUHIHTY. AKLL0 y BaC BUHUK/IN 3aMUTaHHS
LLLOAO TOTO, IK 06PO6AAITLCA 3pa3ki KPOBI BaLLOT ANTUHM,
3aTenedoHyiTe Ao nabopaTopii rpomazcbkoro 350pos’a MK 3a
HomepoM (803) 896-0800 abo go Mporpamu HeoHaTaNbHOro
CKPUHIHTY 3a HOMepoMm nbsqi@dph.sc.gov

Lo s moxy 3pobuTtu, wob
Aornapartv 3a CBOEIO AUTUHOIO?

MepekoHaiiTecs, WO Balla ANTNHA HaNeXHUM YUHOM
NPOXOAUTL OrNAAMN. Pa30M i3 CKPUHIHTOM HOBOHAPOZAXKEHWX,
06CTeXEeHHS rapaHTytoTh, Wo Bala AuT1Ha 340poBa Ta Lo
npobaemun BUSIBAEHI 0 TOTO, IK BOHU CTaHYTb CEPAO3HUMMU.

DPH
IIpozpama ckpuninzy Hoeonapodienux

(803) 896-0800
nbsqi@dph.sc.gov

micyeeuii 6i00is oxoponu 300p0e’s;

abo sidcxanyiime QR-x00 Huxue

NMporpama

HeoHaTanbHOro
CKPUHIHry

AAs300p06a samoi dumunu
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Bazamo 6amvxkie xéuateomovcs 3a 300poss
HO60HAPODHceHot dumunu. 3agsu4aii dumuna,
AKa 6u2A10a€ 300p06010, € 300p06010. Ase iH00i

ye mosce Oymu ne max. Hemosrama moxicymo
Mamu npoodAemu, SKi HeMOKAUBO noOGa UM,
i, AKW0 ix He AiKysamu, yi npoosemu
MOy My npussecmu 00 iHmeAeKMyaAbHOL
Hedocmammuocmi, po3aradie pocmy,
Hebe3neunux ingexyiii a6o Hasimo cmepmi.

Mema npozpamu ckpuninzy H060HapodxeHux
Aenapmamenmy 2pomadcokoi oxoporu
300poé’a ITisdennoi Kaporinu (DPH) —
3Halimu npuLuHy yux npoosem.

Buxopucmosyiime yeii pecypc, w06
diznamucs, wo maxe cKkpuninz
HOBOHAPOOKHCEHUX, HA AKi NOPYULEHHS 300P06'S
nepesipsaome Bawy dumuny ma ujo pooumu,
AKwo euseseHi npobremu. Mu maxosxn
3aoxouyemo Bac cmasumu sanumanns; sikap
Bawoi dumunu, medcecmpa ab6o DPH mosxcymo
donomozmau.

Lo Take «CKpUHIHr
HOBOHAapPOAXEeHUX»?

HeoHaTaNbHUI CKPUHIHT (CKPUHIHT NASM KPOBI
HOBOHAPOAXEHVX) — Lie N1abopaTopHe A0CAiAXEHHS, fike
nepeBsipsie HasABHICTb NPUXOBAHUX PO3NajiB 340P0B'a
HOBOHaPOAXEHMX AiTei.

He3abapom nicas HapoAXXeHHs Y BCIX HEMOBAAT NepeBipsaoTh
HeBeNNKMNIA 3pa3oK KPOBi Ha HAafABHICTb KiIbKOX PiAKICHMX i
MOLIMPEHNX 3aXBOPIOBaHb. LIto KpoB bepyTb i3 M'ATN ANTUHK
Ta BiANpaBnsATh A0 nabopaTopii oxopoHn 3g0poB's DPH ans
AoCNiAKeHHS. AKLL0 Npobnemy BUABNEHO, PaHHE NiKyBaHHSA
MOXe AaTV AUTVHI HaKpPaLLi LIaHCW Ha 3,0POBe XUTTA.

3akoH MNiBgeHHOI KaponiHn BUMarae npoBeAeHHs

HeoHaTaNbHOr0 CKPUHIHTY.

Lo pobutK, aKwo mon
HOBOHapoOAXXeHa AUTUHA
3paeTbCcA 300poBoI0? Yn
cnpasBgi ui Tectu NnoTpibHiI?

Tak. BinbLUicTb AiTel 3 LMU po3nagamu 34at0TbCs
3/,0pPOBUMM NP HAPOAKEHHI. BiNbLUiCTb 3 HUX HAPOAXKYHOTHCA
B CiM'AX, B AKMX He 6YN0 AaHMX 3aXBOPIOBaHb B aHaMHes3i.
AHani3 KpoBi € EAVHUM CMOCO6OM BUSIBNEHHS LUX PO31ajiB A0
HaCTaHH$ cepino3Hoi XBopobu abo cmepri.

IMoBipHIiCTb HAfABHOCTI OAHOrO 3
uMx posnapgis Hesenuka. Yomy
iCHye aep>xaBHUM 3aKOH Nnpo
CKPUHIHIr?

Lli po3nagm, xoua i1 pigKicHi, € cepio3HUMK. TecTyBaHHA
KOXHOT AUTVHW NPU HAPOAXKEHH| — Lie HaLLIBUALLNIA cnocib
BUSABUTY, Y KOTO 3 HUX € Lii pO31aaw, Wob HajaTu im HeraiHe
NiKYBaHHSA.

Hackinbku TouHum €
HeoHaTaNnbHUMN CKPUHIHIr?

NabopaTopHi TeCTU 419 CKPVHIHTY HOBOHAPOAXKEHMNX AyKe
TOYHI, ane XOJeH TecT He € iieanbHUM. Y fyXe pifKiCHUX
BUMaAKax y ANTUHMN 3 <HOPMaNbHM» pe3ynbTaToM
HeoHaTanbHOro CKPUHIHTY MOXe ByTU AiarHOCTOBaHO
3aXBOPHOBAHHSA Ni3HiLLe B XUTTI.

flk a1 oTpuMalo pe3ynbTaTtm TecTty
MO€Ei AMTUHMN?

Nikap BaLuoi AnTnHM po3noBicTb Bam npo pesynbTaTu

npwv nepLomy ornagi. Ocb YoMy Tak BaXx/MBo, 06 Bu
BUbpanu nikaps ANs CBOEI AUTVHN ;0 HAPOAKEHHS, i 06 Y
NiKapHi 6yno im'a Lboro nikaps. Takum YHOM BOHV MOXYTb
nepekoHaTunCs, Wo Nikap BkasaHWn y popmMi HeoHaTaNbHOro
CKPUHIHTY.

AKLLo B pe3ynbTaTtax byae BUSBAEHO BiAXUNEHHS BiJ HOPMMK,
nikaps HerarHo NOBIAOMASATH i BiH 3B'XKeTbCs 3 BaMU. Moxe
3HaA0bUTNCA MOBTOPHE 06CTEXEeHHS abo 3anunc Ha NPURoM.

Lo ue osHauarume, AKLULO
MEeHi CKaXyTb, O MOIA ANTUHI
noTpibeH apyrum tecr?

BaLwili AMTUHI MOXe 3HaA0OUTUCSA MOBTOPHE 06CTEXEHHS,
AKLLLO NepLUNiA 3pa30K KPOBI:

* BUSBUTLCSA HEMIAXOAALLMM ANS aHANI3y;

* B3SIM 40 TOrO, IK ANTUHI BUMOBHUAOCS 24 TOANHN;

* [1aB XM6HOMO3UTMBHI pe3ynbTaTi TecTy;

* MOKa3aB, WO € HEBENMKUIA LLAHC, LU0 BallaAUTNHA MaE
po3snag,.

SIKLLL0 BAC MONPOCATH MPOBECTU NMOBTOPHE TECTYBaHHS
AWTUHW, ByAb Nacka, 3po6iTh Lie LWBMAKO. [pyruii TecT Moxe
BUAABATVCS CTPALLHM, ane BiH BaXnBWIA.

AKLLO APYTUI TECT BUSBUTHCS MO3UTUBHUM, Y Balloi AUTHHM
Moxe 6yTv po3nag. Y piakicHMX Bunagkax nikapi MOXyTb
noyaTtu NiKkyBaHHA Nicas nepLuoro Tecty. PaHHE nikyBaHHSA
MOXe faTv Bawwili ANTUHI HalKpaLLi LaHCKU Ha 340poBe
KNTTA.

Uu moxxHa BunikyBaTtm Molo
AUTUHY, SKLLO BOHA Ma€E OAMH i3
uMx posnapis?

Hi. Ane Bci Ui po3nagun MoxHa nikysaTu. Mpy paHHbOMY
NiKyBaHHi Cepiio3Hi HacNiaKm

MOXHa 3MEHLUNTW, @ YacTo A iM MOXHa 3anobirTu.

Ha saki poanagmu Tectyotb y
wTraTti MisgeHHoi Kaponiun?
TecToBa NaHeNb BUABASE:

* FOPMOHasbHi po3nasu;

* (pepMeHTHi po3naay;

* reHeTUYHi po3naau;

* MOpYyLUEHHS 06MiHY pe4OBMH (aMiHOKMNCNOTH, BYT1€BOAN,
OpraHiyHi KNCIOTH, XXUPHI KNCNOTN).

Lli po3nazm NosicCHIOTLCSA HUXYE.

FopmoHanbHi Ta hepMeHTHI
po3naamu

+ Bpodsenuii zinomupeos
Mpw LubOMY pO3/1aAi LMTOBK/AHA 3a/103a He NPaLKOE, AK
HanexwuTb. InTuHa He pocTe i He PyHKLIIOHYE HOPMabHO,
Yy Hel MoXe pO3BUHYTUCS Cepiio3Ha iHTenekTyanbHa
HeAoCTaTHICTb. JlikyBaHHs Nepejbavae npuitom
creyianbHUX Npenaparis.

« Bpodsena zinepnaasis nadnupkosux 3a103
(CAH)
Mpw ubOMy po3naAi HaAHUPKOBI 3a1031 OpraHi3My He
NpaLioTb HaneXHUM YnHoMm. [litn 3 CAH He pocTyThb i
He /103piBatOThb HaN@XHUM YNHOM. [lesiKi AiT MOXYTb
HaBiTb nomepTy. CAH MOXHa nikyBaTy niKapCbKnMm
npenaparamu.

o Aegpiyum biomunidasu
IMpw LbOMY po3/1aAi OPraHiam ANTUHU He MOXe
BMKOPWUCTOBYBATW BiOTUH, — BiTaMiH B, akuii MicTUTbCA
B IXi. Be3 6ioTWHY AiTU He MOXYTb MPaBWAbLHO POCTY Ta
po3BuBaTUCA. JlikyBaHHSA BKAtOYAE NPUIAOM CreLianbHOT
dopmu 6ioTuHY B Kancynax abo TabneTkax.

MpumiTKa. ICHYOTb iHLWI FOPMOHaNbHI Ta pepMeHTHI

po3naau, AKi HEMOX/IMBO BUSIBUTY NifJ 4acC 06CTEXEHHS
HOBOHAapPOAXEHNX.

FeHeTnuYHI po3nagmn

+ Posradu zemozr06iny ma o3naxu possadis
2emozA00iny
XBOPO6U reMornobiHy — Lie NopyLUeHHS KPOBOHOCHOI
cuctemu. BoHu MOXyTb BUKAMKATK aHeMito Ta barato
iHLIMX Npo6aem 3i 340pOB'aM.

+ Cepnosuduno-xaimunna anemis (SCD)
SCD — ue nopyLeHHs 6ys0BM binka remornobiHy. BoHo
BUK/IMKAE CEPMONOAIOHI epUTPOLINTY, aHEMItO, CUNBHUIA
6inb i BUCOKMI py3nK iHGeKLii. Ins nikyBaHHS LbOro
3aXBOPIOBaHHA BUKOPUCTOBYETLCA likapcbKuii 3acib.
HemoBnsTaMm i3 nopyLeHHsMU reMornobiHy HeobxigHo
3BepHyTUCA 0 Nikaps-remartonora.

+ Cepnosuduno-xrimunna osnaxa (SCT)
[iTn 3 SCT MatoTb OAWH reH, AKNIA yTBOPHOE CEPMOMNOAiBHI
epUTPOLMTH, i OAVH FeH, AKNIi yTBOPHOE HOPMabHI
epuUTPOLMTHY. 3a3BMYal BOHW He XBOPIitOTb, ane MOXyTb
MaTu NpobaemMu 3 HUpKamm y Mipy AopocailaHHs. BoHu
MOBWHHI OTPMMATU FeHeTUYHY KOHCYbTaLLito 04O
CepnoBUAHO-KNITUHHOT 03HAKK. TakoX BaXXIMBO LLLOPIYHO
MPOXOANTU OFNAZN Y NiKaps.

+ Myxosicyudos
Lleli po3nag BUK/IMKAE CepliO3Hi Npobnemu 3 nereHsIMu
Ta TPaB/IEHHAM Yepes rycTi Ta ANNKi PiAnHN opraHismy.
HemoBAATa MOXYTb MaTU Cepiio3Hi iHpeKLii B nereHsx i He
MOXYTb 06pe nepeTpaBaoBaTh ixy. JlikyBaHHS BKIOHaE
npenapatu Ans 60poTbby 3 iHdekuiaMu Ta GepmeHTH Ans
nepeTpaBaeHHS iXi.

+ Basckuii kombinosanuii imynodediyum
Bakmii kombiHoBaHUiA iMyHoAediLmT (SCID) Ta nos'a3aHi
3 LM pO3N1ajm CTOCYIOTbCS IMYHHOI ccTemun. HemoBnsTa 3
SCID He MOXYTb 60pOTHCA 3 iHdeKLiE Yepes 36ili y poboTi
TXHbOT IMYHHOT cucTeMu. He3Baxarouu Ha Te, L0 BOHU
MOXYTb BUMNSAAATY 340POBMMM NPN HAPOAXKEHHI, BOHU
MOXYTb Ay>Xe LUBWAKO 3aXBOPITW Bif TaKnNX 3BNYAAHNX
3aXBOPIOBaHb, Ik 3aCTyAa abo LWAYHKOBWI BipyC. Jeskum
HemoBnsTam 3 SCID noTpibHa TpaHcnAaHTaLis KicTKOBOro
MO3KY, TOAI fIK AjiTeii 3 MeHLI BaXK1MU popMamm MOXHa
NiKyBaTy crnevianbHUMM fikamu.

THLWMU PiAKICHUMY TeHETUYHUMU 3aXBOPIOBaHHAMN

€ mykononicaxapugo3s tuny II (MPS II), xeopoba Pabpi,
cniHanbHa m'a3oBa aTpodis (SMA) Tuny 1ixsopoba Kpabbe,
TaKOX BiZloMa AK rn1060iAHa KNiTUHHA neikoancTpodis.

MpumiTKa. ICHYI0Tb iHLWI reHeTUYHI po3nagu, SKi

HEMOX/INBO BUABUTW 3a JOMOMOIoro CKpI/IHiHFy
HOBOHAapPOAXEHUX.




