Pexomenoayii 011 6npoeadicenHHs 8 npaxmuxy

PO3IIMPEHE OBCTEXXEHHSI HOBOHAPOIKEHUX:
IIAHC JJIS 3MOPOB'SI KOKHOT MUTUHU (IIEPEKJIAL)

PO3LWUPEHUA CKPUHIHT

HOBOHAPOOXEHUX (PCH)

® [eHTH(IKY€E PU3UK MOKINBOTO BPOJIKEHO-
ro MOpymieHHs MeTaboni3my.

e 3a3BHyYail MPOTATOM MEPUIUX TOAUH KUTTH,
KOJIHY BIJICYTHI KJIIHIYHI CUMIITOMH.

e BaxiauBO: CKPUHIHT MPOBOAUTHCS Yy BCIX
IiTell He3Ba)KalOUMW HA CTaH iX 37J0POB 1.

e binpmricTe BPOJKEHUX MNOPYIIEHb MeTa-
00J1i3My MOXJIHMBO JIKyBaTH, SKI[O BYACHO Aia-
THOCTOBAHO.

e YacTime BpOJKEH] MOpyUIeHHs MeTaboIi3-
MYy TepenaloThCa PEleCcCUBHO ayTOCOMHO.

HemoBnst moxe OyTH >KOPCTKO Ta HEBiJBO-
POTHO ypaX€HO J0 MOSBU KJIIHIYHUX CUMIITOMIB
3 0OKy pi3HUX OpTaHIB Ta CUCTEM.

Panns nmiarHocTHKa METa0OMITYHUX MOPYIICHB
BeJ¢ 10 MBHUAKOTO Ta BIAMOBIAHOTO JiKyBaHHS,
TakKMM YHHOM MOXXHAa YHHUKHYTH TOJAJIBIIUX
yCKJIaJHEHbD.

Cxpuniar noBouapomkenux (PCH) mposo-
OUTHCS 32 JIOTIOMOTOI0 MacOBOi CIEKTpOMeTpii
(MC), sxa mMBHUAKO BUSBIALE aMiHOKHCIOTH Ta
aUMIKapHITUHH. PaHime BHUKOPUCTOBYBaBCH
IMYHOGH3UMAaTHYHUN cTmo0ci0, aHaii3W BUKOHY-
BAJINCS JIOBIIE, JOPOXKYE Ta JO3BOJSAIN BUABIA-
TH MEHIIY KIJIbKICTh MOPYUICHb.

MC - ne MysnbTHAHATITHYHA MIarHOCTHKA,
BHACJIJOK YOTO BOHA MPOBOJAUTHCS MIBUAIIE Ta
notpedye MEHIEe KOIITIB.

NOWMPEHHA BPOOXEHUX MOPYLWEHbDb
METABONI3MY - 1:2000 3 HE3HAYHUMHA BiaXU-
JEHHSIMU B PI3HUX KpaiHax Ta reorpadiyHux pe-
rionax. ®eninkeronypis (PKY), nanpuknaz, 3y-
crpivaeTses 1:4500 HapomxkeHb. binbmiicTs giTei
MPU HAPOJUKEHHI BUTIIAIAI0TH 3I0POBUMHU, OJHAK
YacTHHA 1X MOXe OyTH ypaxkeHa PiJKUMH MeTa-
OONIYHUMHU MOPYHICHHSIMU, SKi 3HAYHO BIUIUBA-
I0Th Ha CTaH 3JI0POB’s JITEH, HAPUKIIA BUKIIU-
Kalouu pO3yMOBY 3aTPUMKy Ta HaBiTh CMEPTh.
TakuM 4MHOM, IIi3HS OiarHOCTHUKA BEAE IO JIIOL-
ChKOTO TOpsl Ta BEAUYE3HUX iHAHCOBHUX BTPAT.

FPAHULI MOXNUBOCTEW PCH

PanHs niarHOCTHKA Ta paHHIM MOYATOK JIKY-
BaHHS.

~ 20 BHAIB MOpyLIEHb MOXE NPUBECTH IO
CMEpTi YU HE3BOPOTHIM MOLIKOIKEHHIM HEPBO-
BO{ CHCTEMH MPOTATOM MEPLINX 2 TUKHIB KHUTT.

Tinpxu y 10-20% HeMOBIAT KJIiHIYHI O3HAKH
BUSBIISIOTH Ha MEPIIOMY THXKHI.

5-10% MOXyTh MOMEPTH B NEPIINHA THKIEHB.

VYpaxeni na ®KVY ta BpogKeHUM TrimoTHpeo-
30M HEMOBJISITH MOXYTh BTPATUTH BXKJIUBUH %
IHTEJIEKTY, SIKIIO HE MPOBOJUTHCS JTIKYBaHHS B
nepuri 3 THXXHI KUTTSL.

®EHINTIKETOHYPIA (PKY)

@eninananin (Phe) — y Be1ukux KoHIEHTpa-
[isIX € HEHPOTOKCHYHUM.

2% BUMAAKIB — HEAOCKOHAIICTh AITIAPOIITE-
puH penykrasu (DHPR) + necraua 6ionrepuny.

Mapkep: Phe

HeniarnocroBana cBoeuacHo ®KVY mnpusso-
JUThH 10 PO3YMOBOT0 BiJICTABAHHS, BAHUKHECHHIO
cyanom, Mikpouedanii, enisencii, nopyueHp mo-
BEJIHKH, KapAi0JOTIUHUX YCKJIaIHCHbD.

JloBrocTpOKOBE JIIKYBaHHS — JI€TA 3 HU3bKUM
BMicTOM (peHiNnananiny, o Cupusie HOPMaabHO-
My PO3BUTKY JUTHUHU.

XBOPOBA KITEHOBOI'O cupony

B CE4l (MSUD)

HdedexT merabonizMy JaHIIOra aMiHOKHCIOT —
AMIHOKHCJIOTH Ta KETOKHCIOTH HAKPATITIOOTHCS
B KpPOBI.

Mapxkepu: Jleiiuun Ta [3oneinuH.

KniniuHi o3Haku: nmerapris, Koma, CyJIOMHU,
cienudiuHUN 3amax cedi, eHIedanonaris, ay-
THCTHUYHA MOBEiHKA, IHKOJIH PanToBa CMEPTh.

PanHs nmiarHOCTHKA Ta cyBoOpa Ji€Ta CHpUSE
HOPMaJbHOMY PO3BUTKY ITHTHUHH.

FTOMOLUCTEIHYPIA

Hecraua umcrarioHiH-0 CHHTA3MW BIJIMBAE HA
neperBopeHHs MeTioHiHy (Met) B uctein (Cys).

HaxkonuueHHs roMonucTeiny, METiOHIHY.

VYpaxeni miTu 0e3CyMHIBHO € HOpMallbHHMH.
Kuminika BuHUKae 4yepe3 1-2 pokW, KOJIU BUSBIIS-
I0TBCS HE3BOPOTHBO YPAXKCHHMHM Pi3HI CHCTEMHU:
eKTOIisl KPUIITAINKA, TIayKoMa, TpoMO0oeMOOoTis,
OCTEOI0PO3y, PO3yMOBE BiJICTaBaHHS, Mapaid.

JlixyBaHHS: cniemianbHa JieTa 0€3 METiIOHIHY;
MiPUIOKCHH.

MOPYWEHHA XUPHUX KNCINOT

TA OPTAHIYHUX KUCNOT

Henocraua miToxoHapianbHOTO B-oKuCIeHHS
xupHux kucnot (KK) npusBoguTh 10 3HUKEHHS
npoaykuii eHeprii. TOKCHYHHWI BIJIUB HEOKHC-
nennux JKK moB si3aHuii 3 rinoriikeMierw Ta ypa-
JKeHHsIM TkaHuH. [Ipubnuzno 10% ypakeHHUX
JiTel TMHYTh B MEPIIUN THXKIEHb. JliarHOCTHKA
— BUMIPIOBaHHS HAKOMMYCHHS allUIKAPHITUHY.

JIikyBaHHS 3aJ€XKUTh BiJ KIIHIYHOTO CTaHy
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(rroxo3a, KapHITHH).
BPOOXXEHWUN IMNOTUPEO3 (BIN)

1:3000

3HU)KCHUW CHHTE3 TUPOiTHUX TOPMOHIB.

Cxkpuninr: TSH Tta T4.

Ilpu HaApOJIKEHHI IiTH BUTIAAAIOTH 310PO-
BUMH, Cepii03HI Hacaigku (po3yMoBa Jerpajna-
mis, nedinuT pocTy) BUHHUKAKOTH, akmo Bl He
NiaTHOCTOBAHUW Ta HE JIKOBAaHWU B meprri 2-3
THKHI KUTTsI. [opMOHaIbHE JIKYBaHHS € JyXKe
e(peKTUBHUM.

KACTO®IBEPO3 (MYKOBUCLMNAO3)

Hiarnoctuka CFTR 6inky (Cl- kanamny).

YTpyaHeHHS NpH JiarHOCTULI — BOHA HECIIe-
nudivHa, MyJIbTHCUMIITOMHA.

CxopoueHHS HMOBIpHOI TPHUBAJIOCTI KHUTTA
KOMIICHCY€ETHCSI PAHHBOIO J[IarHOCTHUKOIO Ta Bif-
MOBITHUM JIIKyBaHHSM.

CTAHOAPTHA NPOLEEOYPA

3ABOPY MATEPIANY: 48 ronud micis Ha-
POJKEHHS TUTUHU IICJsI TOJlyBaHHS.

IIpoctra [TIPOLUEJAYPA 3ABOPY MATEPIA-
JIY — nexinbka KpamiuH KPOBi 3 T SITH HOBOHA-
POIKEHOTO.

KPOKMU

1. CnenianpHu#l GiNBTPyBaNbHUHN Mamip, aH-
THCENTHYHI YMOBH.

2. OpHi€0 BEMUKOIO KPAIUIMHOIO KPOBI BKPH-
TH KOJIO Ha Tamepi.

3. Bucymutu 3-4 TOAMHM TNpH KiMHATHIN
TeMmmeparypi.

4. MiniManbHO TOTPiOHO 2 MISIMH.

5. 3pa3ku 30epiraroThCs IPU KIMHATHIA TeM-
neparypi, 3aXUCT BiJ] BOJOTH.

6. 3pa3ku mepenamTh A0 JnabopaTtopii yuM
CKOpillle THM Kparie.

HEJIMICHMMMU BBaxaioTh 3pa3sku 3 03HAKA-
MU arjloTHHAaIll, HaHeceHl Ha oOuaABI OOKHU Ila-
mepy, AKi BUXOJATH 3a KO0 ab0 HE BKPUBAIOTH
HOTO, HEKOPEKTHO 30epiraaucs.

NEPEBAI'M HEOHATAJIbHOIO

CKPUHIHTY

e PaHHe BHUSBJICHHS BPOIKECHUX MOPYIICHD
MeTabomi3my.

e Il[Buake BTpy4YaHHs.

® 3HIDKCHHS 3aXBOPIOBAHOCTI Ta JETAIBHOCTI.

e CiMeliHe MIaHyBaHHS — y pa3i MIaHyBaHHS
HACTYMHOT JUTHHU 0aThbKH MAamTh MOXJIHBICThH
MPOBEICHHS MPEHATAIBHOT JiarHOCTHUKH.
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