MeTtabonuueckue HapylweHUnA

+ ®enusxemonypus (PKU)
M3-3a 31010 3a601€BaHNs OpraHu3m pebeHka He cnocobeH
CNob30BaTh HEKOTOPbIE AMUHOKMCIOTBI, COZepXKallyecs
B rPyAHOM MOJIOKE 1 MOJIOYHOV CMech. AMUHOKMCNOTa NOJ,
Ha3BaHWeM ¢peHunanaHH HakananBaeTcs B opraHusme
pebeHka 1 MOXET NOBPeAUTb PAcTyLLMe KIETKU MO3ra,
BbI3bIBasi YMCTBEHHYIO OTCTaNnOoCTb. JleyeHune BKKYaeT
CcreumnanbHy CMech 1 AUETY C HU3KM COAepXKaHneM
deHnnanaHnHa.

MeHee pacnpocTpaHeHHbIMU HapyLWeHNAMN mMeTabonm3ma
AMUHOKNCIOT ABNAKTCA:

* romoumcturypus (HCY);
* 6onesHb kneHosoro cupona (MSUD);
* yutpynanHemus (CIT);
* apruHUHO-aHTapHas aumaypus (ASA);
* Tupo3mHemus (TYRI).
3T 3a6071€eBaHNA MOTYT BbI3blBaTb CYA0POr 1 CEPbe3Hble
noBpeX/eHns roI0BHOro Mo3ra. /ledeHuve BknoyaeTt
TLWATeIbHO CMNAHNPOBAHHYIO ANETY.

o T'araxmozemus
370 HapyLeHne MeTaboM3Ma yrneBo0B 03HaYaer,
YTO OpraHun3m pebeHka He MoXeT ycBanBaTb
ranakTosy — caxap, cofepXXalLlniics B cMecsix Ha OCHOBe
KOPOBbLEro MO0Ka U FpyAHOM Mosoke. MnageHL bl 6e3
HeobX0AMMOr0 eveHNs NoABEPXKEHbI PUCKY 3apaXeHns
XU3HEYTrpoXaoLWMMN MHOEKLUSAMU U MOTYT CTONKHYThCS
C Cepbe3HbIMU YMCTBEHHBIMUW HapyLLeHsMK. JleyeHune
BKJ/IOYAeT B cebsi KopMieHve pebeHka CMeCbH Ha OCHOBe
con.

MeHee pacnpocTpaHeHHbIe HapyLUeHNs MeTaboam3ma

YrneBof0B (JIN30COMHble 6071e3HM HaKOMEeHNS) BKIOYAOT:

6one3Hb Momne n MPSI.

+ Hapywenus obmena Op2anu4ecKux KUCAOm
MnageHLbl, CTpaAaloLLe 3STUMN HapyLIEHNSIMU, He
CNoCO6HbI BLIBOAMTH 113 CBOEN KPOBU OMpeeieHHble BUAbI
OTXOZ0B. be3 COOTBETCTBYHOLLEr0 IeYEHUs OHY MOTYT
BMNacTb B KOMATO3HOE COCTOSIHME.

JleueHuie MOXET BKJIHOUATh CMELabHYH ANeTY U pUeM
NIeKapcTB.

HekoTopble 13 3T1x 3a60/1€BaHNIA, TpebyoLLMX
Heme/1eHHOro BMeLlaTeNbCTBa, BKIKYaloT:

* MPONUOHOBYIO auuaemuto (PA);

*  MeTUNManoHoBY aungemuio (MMA);

* 130BasiepuaHoByto auugemuio (IVA);

* 3-rMApoKcn-3-MeTUArNyTapoByto auuayputo (HMG);
* feduunt 6eta-ketoTmonasbl (BKT);

« aeduunT ronokapbokcmnasocnHTasbl (MCD);

* rnyTaposyto aunaypuio I (GAT).

HapyweHus merabonuama

KUPHBIX KMCHNOT

+ Aeduyum ayui-xo-A-dezudpozenasvt cpedneii
yenu (MCAD)
113-3a HapyLweHVst 06MeHa XMPHBIX KUCAOT OPraHn3m
pe6eHKa He MOXeT NCnonb30BaTb onpeaesieHHble BUAbI
XMPOB ANS1 IPON3BOACTBA SHEPTUMA.

Aetn ¢ MCAD MOryT CTONIKHYTbCA € CePbe3HbIMU
npobnemamm co 340pOBbEM, €C/IV OHY 6ONEHT 1
UCMbITLIBAKOT TPYAHOCTU C MUTAHMEM. Y HUX MOTYT
BO3HVKHYTb NPo6/ieMbl C AblXxaHnem u cygoporu. Nx
cepAua MOryT Aaxe nepectaTb 6UTbCS.

JleyeHue BKtOYaET KOPMIEHNE KaXAble HECKO/IbKO YacoB
1 nonyyeHne CKOPO MeANLMHCKO MOMOLLM B Clyyae
3aboneBaHuA.

MeHee pacrnpocTpaHeHHble HapyLleHUst 06MeHa XVPHBbIX
KNCnoT:

o aeduunt aunn-KoA gernaporeHasbl KMPHbIX KNCAOT C
oYeHb ANNHHOW yrnepogHoli Lenbto (VLCAD);

o feduumnT ANMHHOLLENOYeYHOW 3-rngpokcmannn-KoA
JervaporeHasbl XupHbix kucnot (LCHAD);

o aeduunt TpexdyHKLMoHansHoro benka (TFP).

JNleyeHre MOXeT BKNtOYATb CreLanbHY0 AVeTy 1 nprem

nexkapcTB.

MpumeyaHue. CyLLeCcTBYIOT APYrvie HapyLleHVs o6MeHa

BELLECTB V1 KMPHbIX KAC/IOT, KOTOPble HEBO3MOXHO
06HapY>XWTb NPU CKPUHWHTE HOBOPOXAEHHBIX.

Yro npoucxoamut c obpasuom
KpoBu Mmoero pebeHka nocne
TOro, Kak ero uccnepgyior

B nabopatopun?

DPH yH1uTOXMT 06paseL, KpoBK BaLLero pebeHka, kak
TO/IbKO OH 60/1bLLIEe He NOHAZ06UTCA A1 TeCTUpOBaHUS. OH
He ByAeT UCMONb30BaTbCS HU AN KAKUX MHbIX LieNieid, kpome
CKPUHUHIa HOBOPOXAEHHbIX. ECv y Bac ecTb BOMPOChI

0 TOM, kKak 06pabaTbiBaloTCs 06pasLybl KPOBM Ballero
pebeHka, No3BoHMTe B JTabopaTopMto 06LLLECTBEHHOIO
3/,paBooxpaHeHus wrata FOK no tenedoHy (803) 896-0800
nnwv B NMporpaMmmy CKpYHMHra HOBOPOXAEHHBbIX MO TenedoHy
nbsqgi@dph.sc.gov.

Yrto ewne 1 mory caenartb, YToObI
no3aborurbcsa o cBoem pebeHke?

YbeanTech, 4TO Ball pebeHoK noceLlaeTt npodunakTmyeckme
0CMOTPbI. HapsiAy cO CKPUHMHIOM HOBOPOXAEHHbIX, OCMOTPbI
rapaHTVPYIoT, YTO BaLl pe6eHOK 3/J0pOB 11 4TO NPo6neMmbl
OyAyT 06HapY>KeHbI A0 TOTO, Kak OHY CTaHYT CEPbe3HbIMU.

IIpozpammy ckpununza Ho80opoxdeHHbIX
DPH wumama IOK

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

mecmmuuotii omoes 30pasooxpanenus;

usuomckanupyiime QR-x00 nuxe

CKpVHMHr

HOBOPOXXAEHHbIX

AA5300po6us 8auezo pebenka
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Mhnozue podumeAimbecnokoamcs o
300posve c60e20 marviuiankKax npasuao,
pebenox, Komopolil 8bizA10um 300p06bIM,
deticmeumeavro 30opos. Ho unozda amo
Mmoxcem 6vime He maxk. Y maadenyes mozym
6vimo npobAembL, KOmopvie He 6UOHDL, U,
ECAU UX He AeH UMb, IMU NPOOAEMbL MOZY T
npusecmu K yMcmeeHHoil omcmaocmu,

HApYUWEHUIAM PA36UMus, OnacHovIim

uHPekyUIM UAU 0asKe CMepm.

ITeav Aenapmamenma o6ujecmeennozo
3dpasooxpanenus FOxnoii Kaporunv: (DPH)
— HAimu npusUny IMux npobrem.

Hcnoavsyiime amom pecypc, wmo6vt y3name,
41Mo MaKoe CKPUHUH2 HOBOPOIKOEHHBIX, HA
KaKue HapyueHus 300po6bs nposepsom
sauezo pebeHKa u 4mo 0eAam, ecAu
o0Hapycenvl Kaxue-Au60 npobremovt. Mot
makice pekomerdyem 6am 3adasamv 60npocoL;
epau eausezo pebenka, medcecmpa usu DPH
MO2ZY1 8aM NOMOHUD.

UT0o Takoe «KCKPUHMUHI
HOBOPOXAEHHbIX»?

CKPVHWHT HOBOPOXAEHHbIX (MATOYHbIN TeCT) — 3T0
NabopaTopHbI TECT, NO3BONAIOLNIA BLIABUTL CKPbITbIE
HapyLLIeHNs 30POBbS HOBOPOXAEHHbIX.

Bckope nocne poxaeHus y Bcex MaageHLes bepyT
Heb0/1bLLIOoV 06pa3seL, KpOBY 1 MPOBEPSIOT Ha HECKOLKO
peAKUX 1 pacrnpocTpaHeHHbIX 3aboneBaHuid. 3Ty KPOBb
6epyT U3 NATKM pebeHka 1 0TNPaBASIOT B labopaTopuio
06LLecTBEHHOr 0 3ApaBooxpaHeHns DPH gnsa aHanusa.
Ecnv o6Hapy>xeHa npobaema, paHHee neveHrie MOXeT AaTb
pebeHky 6oblLe LWaHCOB Ha 30POBYH0 XN3Hb.

3akoH HOxHoli KaponnHbl TpebyeT TeCTMpOBaHMS

HOBOPOXAEHHbIX.

Yro, ecCnn Mmon HOBOPOXXAEHHbINA
pebeHoK BbIrnaauUT 300POBbIM?
HAencrButenbHO nm Heobxoaumel
3Th TecThbl?

[a. BoNbLUNHCTBO eTell C 3TMMM paccTpoiicTBamMu
KaXyTCcs 30POBLIMY MPU POXAEHUN. BONBLIMHCTBO U3 HIX
POXAAOTCA B CEMbSIX, B KOTOPbIX B aHaMHe3e He 6bl10 3TUX
paccTpoincTB. AHaNM3bl KPOBY — €ANHCTBEHHBIA CNOCO6
06HapyX1Tb 3TV PaccTPOCTBA A0 TOTO, Kak Pa30BbLETCS
cepbe3Hoe 3aboneBaHne NV HaCTYMUT CMepTb.

BepoATHOCTb HANUMuUUA

OAHOro U3 3Tux abonesaHumn
HeBenuka. Nouemy cyuecrtByer
3aKOH WTAaTa O CKPUHMHre?

XOT$ 3TV PacCcTPOICTBA pesku, OHY Cepbe3Hbl. TecTupoBaHue
KaXA0ro pebeHka npu poxaeHUy — 370 CaMblii GbICTPbIV
Cnocob onpesennTb, y KOro U3 HUX UMeTCS Takne
3abonesaHus, 1 Cpasy xe HauaTb NleveHue.

HackonbKko TOUeH CKPUHMHI
HOBOPOXAEHHbIX?

JlabopaTopHble TeCTbl A/ CKPUHUHTA HOBOPOXAEHHBIX
OT/INYAOTCS BbICOKO TOUHOCTbIO, HO HU OAVH TECT He
ABNSETCA UJeaNnbHbIM. B 0UeHb pejKux cnydasx y pebeHka ¢
«HOPMasbHbIM» Pe3yNbTaToM CKPUHUHTa HOBOPOXAEHHbIX
MOXET bbITb ANArHOCTVPOBAHO 3aboneBaHye B 6onee
nos/jHem Bo3pacTe.

Kak s nonyuy pe3aynbrarsbl
aHanu3oB Mmoero pebeHka?

Bpau BaLuero pebeHka coobLMT BaM 0 pe3ynbTaTax npu
nepBOM 0CMOTpe. BOT noyemy Tak BaXKHO, YTOGbI Bbl BbIGpanm
Bpaya ANs CBOero pebeHka .0 POXAEHUs U YTObbI B
60bHULE 6bIN0 yKa3aHO NMS 3TOro Bpaya. Takum obpasom,
60/1bHML,A CMOXET rapaHTMPOBaTh, UTO UMS Bpaya byaeT
ykasaHo B popMe 06C/1eJ0BaHNS HOBOPOXAEHHBIX.

Ecnu 6yayT 06HapyXXeHbl OTKNOHEHNS OT HOPMbI, BPaY
6yAeT HeMeZIeHHO YBEAOMIIEH U CBSXXETCs ¢ Bamu. MoxeT
noTpe60oBaThLCS MOBTOPHbIV TECT UV MPUEM Y BPaYa.

UYTOo 3HAUMT, €C5IM MHEe CKaXYyT,
uTOo MoemMy pebeHkKy Heob6xoaumo
NPOMUTU BTOPOM TecCcT?

Baluemy pebeHKy MoxeT noTpe6oBaTbCst BTOPOIA aHaus,
ec/v NepBbIil 0bpaseL, KPoBU:

* HEBO3MOXHO MUCM0/b30BaTb ANS TECTUPOBAHNS;

* Obln B34T 40 TOrO, Kak pebeHKy UCNoNHUNOoCh 24 Yaca;

* [aN I0XHOMONOXWTEe/IbHbIE Pe3ynbTaThl TeCTa;

* 0Kasan, YTo CyLecTByeT Hebo/bLLIas BEPOSATHOCTb TOTO,
4TO y BaLlero pebeHka nMeeTcs 3aboneBaHme.

Ecnu Bac nonpocar I'IpOl7ITVI NOBTOPHOE TeCTUPOBaHNe
And Ballero pe6eHKa, I'IO)KaJ'IyI‘/lICTa, cpenaiite 3710,
He oTKnapgbiBas. [lposejieHrie MOBTOPHOro TecTa MOXeT

6bITb nyrakvouwmm, Ho OH BaxKeH.

Ecnv BTOpOIA TECT MOKaXeT NONOXNTENbHbIA pe3ynbTar,
3TO MOXET yKa3blBaTb Ha Hannuue 3a60neBaHus y Ballero
pebeHka. B pedkux cnydyasx Bpaum MoryT HauyaTb feveHne
nocsie NepBoOro aHann3a. PaHHee eueHrie MOXeT AaTb
BallleMy pe6eHKy NyYLUMiA LaHC Ha 340POBYIO XM3Hb.

Mo>xHO N nane4ymtb Moero
pebeHka, ecnm y Hero ogHo s
aTux 3abonesaHnun?

HeT. Ho Bce 3T 3a601€BaHNS MOXHO N1€YUTb. ﬂpm paHHEM
NnevyeHnmn cepbe3Hble NOCNeACTBMA MOXHO YMEHbLLUWUTD, a
3a4acTyro n NpejoTBpaTUTb.

Ha xakme 3aboneBaHus
npoBepaoT B wtarte OXxxHan
KaponuHa?

MaHenb TeCTOB NpejHa3HayeHa A/1s momcka
Taknx 3a60s1eBaHWIA:

* TOPMOHasIbHble HapyLUeHWs;

* HapyLeHusl ypoBHS GepMeHTOB;

* reHeTnyeckne 3a6oneBaHus;

* HapyLweHust 06MeHa BeLecTB (AMUHOKWCIOT, YTeBOAOB,
OpraHnYeckyx KUCOT, XMPHbIX KUCNOT).

IT1 3a60N1€BaHNSA ONUCAHbI HUXE.

FopmoHanbHbIM aucbanaHc

U HapyuweHus YypoBHS chepMeHTOB

+ Bpoxcdennuviii zunomupeos
Mpu 3TOM 3a6001€BaHUN LWMTOBWAHASA Xene3a He paboTaeT
AOJIXHBIM 06pa30M. Pe6eHOK He pa3BrBaeTCs U He
GYHKLUMOHVPYET AOMKHBIM 06Pa3oM, YTO MOXET NMpUBeCTH
K Cepbe3HOli yMCTBEHHO 0TCTanocTu. JleyeHne BkaOYaeT
B Ce65 MpreM crnewLuanbHbIX ekapcTs.

+ Bposdénnas zunepnaa3us Kopot
naonoueunuxos (CAH)
Mpu 3TOM 3a601€BaHUM HAAMOYEUHUKM He paboTatoT
[0/KHBIM 06pa3oM. MnageHupl ¢ CAH He 6yayT HOpManbHO
pacTu 1 pa3BmBaTbCs. HekoTopble MaAeHLIbl MOTYT Aaxe
ymepeTb. CAH MOXHO neynTtb MeuKaMeHTO3HO.

+ Aeduyum 6uomunudasot
Mpwv 3TOM 3ab0neBaHUN OpraHn3m pebeHKa He MOXeT
1Cnonb30BaTb GUOTUH — BUTaMUH B, cogepikaluniics B
nuuye. bes 6110TUHa AeTI He MOTYT NPaBKILHO PacTU
pa3BuBatbCs. JleueHne BKIOYaeT nprem 61MoTUHa 0coboli
dopMbl B Kancynax unu rabnetkax.

MpumMeyaHwe. CyLLLecTBYIOT U ApYrue ropMoHaJsbHble

1 GEPMEHTHbIE HapyLLIEHUS], KOTOPbIE HEBO3MOXHO
06HapYXWTb NPU CKPUHWHTE HOBOPOXAEHHBIX.

FeHeTuyeckue 3aboneBaHun

+ 3aboresanus, ceasannvie c 2emo2A00uHOM,
u ocobennocmu zemozA06una
3aboneBaHus, CBS3aHHbIE C reMOr106MHOM — 3T0
3aboneBaHns KpoBW. OHU MOTYT BbI3BaTb aHEMUIO N MHOTVIE
Apyrve npobaemsl CO 30pPOBbEM.

+ Cepnosuduo-xaemounas 6oresus (SCD)

SCD — 370 3aboneBaHue, CBA3aHHOE € reMornobrHom. OHa
NPVBOAMNT K BO3HUKHOBEHUIO CePrOBUAHBIX 3PUTPOLITOB,
aHeMunU, CUNBHO 6011 1 BBICOKOMY pUCKY MHEeKLMIA. Ans
NeyeHNs 3TOro 3aboneBaHNs NCMOb3YHOTCA 1eKapcTBa.
[leTn c 3abonesaHneM, CBA3aHHbIM C reMOrN061HOM,
AOMKHBI MONYYUTH KOHCYNbTaLMI0 Bpaya-rematonora.

« ITpusnax cepnosudno-xkremounoii anemuu
(SCT)

Y peteii ¢ SCT eCTb OAMH reH, 0TBeYatoLLnii 3a obpasoBaHme
CeprnoBUAHbBIX 3PUTPOLINTOB, M OAUH reH, OTBeYatoLLnii 3a
06pa3oBaHye HOPMabHbIX 3PUTPOLMTOB. OB6bIYHO OHM He
60/1€10T, HO C BO3PACTOM Y HUX MOTYT BO3HUKHYTb Npo6aembl
c noukamu. Vim cnegyet nonyunTb KOHCYNbTALWIIO BPaya-
reHeTuKa rno rnoBoAy CeproBUAHOKNETOUHOI aHeMmi. Takxe
BaXKHO €XeroZHo noceLyathb Bpaya AJ/1s 0CMOTpa.

+ Myxosucyudos
970 3a60/71€BaHMe NPUBOANUT K CEPbEe3HbIM HapyLLIeHNAM
B paboTe Nerkux 1 NULLLeBapuTeNbHOR CUcTeMbl U3-3a
06pa3oBaHNs rycToii 1 BA3KOI CIM3U B OpPraHu3me.
MnageHLbl MOFYT CTONKHYTHCS C CePbe3HbIM 1er0YHbIMM
VHPEKLMAMU N UCMbITbIBATL TPYAHOCTY C MULLEBAPEHMEM.
JleyeHwe BKtOYaET B cebs 1eKkapcTBa, nomoraroLme
60pOTbCA C MHPEKLMAMY, U GepMeHTbI, MoMoratoLime
nepeBapviBaTh MULLy.

o Taxenvtii Kombunuposannotii ummynodeduyum
Taxenblii KOMBVHMPOBAHHBIA MMYHOAeUUMT (SCID) 1
poACTBEHHbIE eMy 3ab0/1eBaHMSA 3aTPariBaloT UMMYHHYHO
cnctemy. MnazeHubl ¢ SCID He MoryT 60poTbCst € UHbekLmeit
13-3a HapyLUeHWs paboTbl UMMYHHOIA cucTembl. HecmoTps
Ha TO YTO NPU POXAEHUM OHN MOTYT Ka3aTbCsl 340POBbIMU, Y
HNX MOXET BbICTPO pa3BMBaTLCA Takie pacnpoCcTpaHeHHble
3aboneBaHus, kak NPOCTYAA UV KeNYA0UHBIA Fpymn.
HekoTopbiM geTam ¢ SCID HeobxoAmnMa TpaHCNAaHTaums
KOCTHOrO M03ra, a ieTeii C MeHee TaxenbiMy popmamm
MOXHO N1eUYNTb CreLanbHbIMU ekapcTBaMu.

ApyrumMu pesKMMUN reHeTuYeckMm 3aboneBaHnamMu
aBasoTCa Mykononncaxapuaos II tuna (MMACII), 6onesHb
®abpu, cnmHanbHas MblweyHas atpodua (CMA) I Tuna

n 6onesHb Kpabbe, Takxxe n3BeCTHas Kak rnob6onAHo-
KneTouHas neiikogncTpodus.

NpumeyaHme. CyLLECTBYIOT U APYTVie TEHETUYECKME
HapyLLUeHUsl, KOTOPble HEBO3MOXHO 06HAPYXMUTb MpU
CKPVHVHTE HOBOPOXAEHHBIX.




