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UYTo Takoe HeoHaTa/IbHbIU

CKPUHUHI?

MaccoBoe nabopaTtopHsble
' 4 obcnepo0BaHME HOBOPOXAEHHbIX HA
HEKOTOpble BPOXAEeHHble 3abosieBaHUS




OCHOBHbIe NPUHLUMbI CKPUHUHIA

K 0bwmm TpeboBaHMAM BbINOAHEHMS MPOrPaMM CKPUHUHIA HOBOPOXAEHHbIX
Ha HacneACcTBeHHble 601e3HM 0bMeHa, cornacHo gokymeHTam BO3, oTHocaTCA:

* yacToTa 3ab0/1eBaHMA B NONYAALMN 40/1KHA BbITb 40CTaTOYHO BbICOKOM L
e 3360/1eBaHMeE KJMHNYECKM 1 1aBOPaTOPHO J01KHO HbITb XOPOLLO U3YYEHO;
® NPOrpamMma CKPUHUHIA A0/1KHA ObITb HAaMpPaB/IeHa Ha TAXENbIEe UK
neTasbHble 3a601eBaHUS, YTOObI MO/Ib3a OT €€ NPUMEHEHUs NPEBbILLAIA
3aTPaTHOCTb;
* 1abopaTopHbIe TECTbl HE AO/KHbI 43BaTb IOXXHOOTPULLATENbHbIX (HE
MpOnyckaTb HWU 04HOro 601bHOMO) M HONBLLIOro KOANYECTBA
NOXXHOMONOXMTE/IbHbIX Pe3YbTATOB (419 0becneyeHnsa BbICOKOM
3KOHOMMYECKOU 3PPEKTUBHOCTM NPOrpaMMbl);
* 1abopaTopHble TeCTbl AO/KHbI ObITb MPOCTbIMKY, 6€30MaCHBIMU U 3TUYECKU
npuemMaeMbIMY;
® f0/1XHO BbITb pa3paboTaHo 3 PekTUBHOE NeYeHME CKPUHUPYEMBbIX
3aboseBaHUN;

. ® n10/1KeH BblTb TOYHO YCTaHOBEH BO3PACT 60/1IbHOrO, 4,0 AOCTUXKEHUS
KOTOPOrO JieyeHne JaET NONOXUTENbHbIN PE3YNbTaT;
® CKPUHUHT A,0/1KeH OblTb 3KOHOMUYECKN 3PPEKTUBHbBIM («LLEHA-BbIFOAa»). v




DTanbl CKPUHUHIA HOBOPOXXAEHHbIX

1-1 3Tan — 3ab0p KPOBM Y HOBOPOXAEHHbIX 13 NATKU B
POZOBCNOMOraTe/IbHbIX YUPEXAEHUAX

B3siTne 06pa3y,0B KpOBU Yy HOBOPOXAEHHbBIX AeTeun
OCYyLLeCTBAAETCS CneLnasbHO NOArOTOB/IEHHBIM
OTBETCTBEHHbIM MEANLMHCKUM COTPYAHUKOM.

3abop KpoBW NPOBOAUTCA YTPOM, HATOLLAK, Yepes 3 Yaca
Moc/ie KOPMJ/IEHUS HA 4 AE€Hb XXU3HWU Y JOHOLWEHHOrO U
Ha 7 AeHb Y HeJOHOLWEeHHOro pebeHka.

B3siTve KpOBM Y HOBOPOXAEHHOIO MPOBOAAT TO/IbKO Ha
cneymanbHble TecT-b1aHKK, BblgaBaeMble nabopaTopuen
HeOHaTa/IbHOrO CKPUHUMHrA.

o =a,

He potparusaiitecs 0 06nacTv BHYTPU KPYXKOB
He ucnons3syinte nospexaeHHbie TecT-6naxku

Kpyxkun Ha 6naHke nponuTeiBaioT
pasHOMEpHO, 06UNbLHO W akKypaTHO no
OAHOW Kannu KpOBbIO Ha KPYXKe, B3ATON
06bi4HBIM cnocobom. Kannu moryT 6biTh
nobonbwe, 4YeMm KpPyXKU, HO HU B KOEM
cnyyae meHbwe. KpoBaAHbIe NATHA
BbICYLUMBAIOTCH Ha BO3ayXe.
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STanbl CKPUHUHIA HOBOPOXKAEHHbIX

2-1 3Tan — b6bICTpOe NpoBegeHmne
NEPBMYHOIO CKPUHWHIA MO ONpeAeneHunto
COOTBETCTBYHOWMX 1abOOPaTOPHbIX
nokasartesien. AHan3 AeslaeTcsa B
nabopatopmax MeAMKO-reHeTU4eCKmnxX
KOHCYAbTaLMN.

3-M 3Tan — noATBepXAatow,as °
ANArHOCTMKA MPU MONOXNTENbHbIX

pe3y/ibTaTax, KOTOpas 40/KHA .
NMPOBOAMUTLCA B Tex Xe nabopatopusx

MI'K B MakKCMMaibHO KOPOTKME CPOKM.




DTanbl CKPUHUHra

HOBOPOXXAEHHbIX

4-W 3Tan — Sie4eHne BbIIBJIEHHbIX O0bHbIX,
KOTOPOE A0/KHbI OCYLLEeCTBAATb BPaym-
reHeTUKN, HeOHaTO10r 1, NeANaTPbI U
3HAOKPUHOANOTU. JleyeHmne A0/1KHO BbITb
Ha3HAaYeHO B TEYEHME 1-T0 MeCsL,a XMU3HMN.
KOHTpOAb 3 PEKTUBHOCTN NE€YEHUS [,0/KEH
MPOBOANTLCS C UCMOb30BAHMEM

KAMHUYECKNX 1 NabopaToOpPHbIX AaHHbIX.

5-1 3Tan — MK v npeHaTanbHaa JHK- l
ANArHOCTUMKA B CeEMbSX, r4e poamacsa 6onbHoOm
pebEeHOK.




HacneactBeHHble 60n1e3HM

obmeHa BelwecTs:
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DeHunkeTOHYpUS

rpynna ayTOCOMHO-peLLeCCMBHbIX 3ab601eBaHMN,
0bycnoNeHHbIX HapyLweHeM obmeHa
He3aMeHMMOW aMUHOKUNCAOTbl GEeHNIANAHNHA,
NPUBOASILLME K MOPAXKEHUIO FNaBHbIM 0bpa3om
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DeHUNKeTOHYpUA: NaToreHes

[locTynneHve peHmnnanaHnHa B
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TOKCUYECKOE

BO3/ZIEMCTBME HA LIHC,
NPUBOASLLIEE K
HAPYLLEHWIO
YMCTBEHHOIO PA3BUTUS




DeHnnKeTaHYpUA: KINMHUKA

DeHnAKETOHYpPUS NPOABASETCA HA MEPBOM FOAY XU3HMU.
OTCYTCTBME MHTEPECA K OKPYXKAIOLLEMY;
NOBbILIEHHAS PA3APAXNTENBHOCTD;
6ecnokouncTBo; %
CPbIrMBAHUS; p

MbiLleYHble CYA0POru; L

AEPMATUT, 3K3EMA
MOSIBISIETCH XaPAKTEPHbIV «MbILIMHbINY 3aMax ;
MPU3HAKM aNNEPTNYECKOTO AEPMATUTA ;

3a/lepXKa CTaTUKOMOTOPHOIO U MCUXOPEYEBOro
pPa3BUTUS 5
rMNONUrMeHTaUMs KOXW, BOJIOC, Pajy>XHoU 060104KM
rnas;

aTaKCuA ;

rMnepkuHesbl ;

TPemop ;

3NUNENTUYECKNE NPUNALKN ;

MuKpouedanns ;

YMCTBEHHAsl OTCTAN0CTb ;




JleyeHue

AveToTepanna — naToreHeTU4YeCckn 06OCHOBAHHbIN U
Hanbonee spPeKTUBHbIM METOL, TIEUEHUSA KJTACCUYECKOU
OKY.

AveToTepanua po/kHa ObITb HAYaTa HE NO3JHEee NepPBbIX
HeZe b XU13HU pebeHka.




BpoXXAeHHbIM runoTnpeos

3aboneBaHue, 06ycnoBA€HHOE NO/IHbIM
OTCYTCTBMEM UJIN YMEHbLUEHHOU
npoAyKLuuen TMpeouaHbIX FOPMOHOB
LWUTOBUAHOM Xene3om ambo
CHUXXeHMEeM UX AeUCTBUA Ha TKaHU-

MULLEHN.
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KAanHuueckaa KapTuUHa

BA0€, He3PPEKTUBHOE COCaHMeE
naoxas npmbaBka Macchbl TeNa
MblLeYHasi TMNOTaHUA
MOHMXXEHHAsA YCTOMYMOCTb K
rMNoTEPMUM

MPONOHIMPOAHHAA TPAH3UTOPHAasNA
KENTYXA




KAanHuueckaa KapTuUHa

CYyXOCTb M 61€4HOCTb KOXMU
OTEYHOCTb
CKJIOHHOCTb K 3anopam
bpagukapamns

aHeMuS
rmnepbunanpybmnHemms
rmnepxonectepmHeMus




JleyeHue

(L-TUPOKCUH, NeBOTUPOKCUH), pexe
TPUUOATUPOHUH UM KOMOMHUPOBaHHbIE NpenapaTbl —
TUPEOTOM, TUPEOKOMb.
[lepBOoOYepeaHas Le/ib— Kak MOXHO
bbicTpee NOBbLICUTL YPOBEHb T4 A0 HOPMbI, UTObbI
npeAoTBPaTUTb WU CBECTU K MUHUMYMY nopaxeHue LLHC.
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[Mnonna3susa Kopbl HAANOYEeYHUKOB

v : Ll e
HacnepctBeHHOe 3aboneBaHMe, KOTOPOE Bbi3bIBAETCS
MyTaLMen B reHe, KAPTUPOBAHHOM Ha XpOMOCoMe 6p21.3.
3aboneBaHune HacneayeTcs NO ayTOCOMHO-PeL,eCCMBHOMY
TMNy, T.e. 60/bHbIE B CEMbE HAaKAMNIMBAOTCSA B O4HOM
MOKOJIEHUM.

B pe3ynbTaTe HeAOCTAaTOYHOCTM PpepMeHTa CTEPOUA 21-
rMApPoOKCMAA3bl HAPYLUAETCA NpeBpaLLeHme XoaecTeposia B
KOPTM30/1 N a/IbJ0CTEPOH, KOHTPOJIMPYEMOE 3TUM
dbepmeHTOM.

) [lporpamMma CKpMHMHIa UCNOAb3YET B KaYeCcTBe NEPBUYHOIO
TecTa 415 UCCNeL0BaHMA KOHL,EeHTpaLUn 17-
rmapoKcMnporecTepoH B 0bpasuax NATEH BbICYLUEHHOW
KPOBMW.



[laTOoreHes

Hedext rena NROB1
Hepext pakropa DAXI

Hapyuienue 3aKjIaiKi KOPbI HAANMOYEYHUKOB
(+ AMYeK Y MaJIbYUKOB)

I'unomiazusi KOpbl HAANOYEYHUKOB
(+ KPMIITOPXHU3M U THIIOTOHATU3M Y MAJIbYMKOB)



KnanHunyeckas KapTuHa
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MykoBucumnao3s

MykoBncLnA03 (KUCTO3HbINM prOPO3) — ayTOCOMHO- peueccMBHOE
MOHOreHHoe 3aboneBaHme, obycnosaeHHoe myTaumen reHa MBTP

(MyKOBMCLMAO3HbIM TPAHCMEMOPaHHbIN peryiaTop
NMPOBOANMOCTM), XapaKTepu3ytoLLeecs NopaxeHNnem 3K30KPUHHbIX
Xee3, XU3HEHHO BaXKHbIX OPraHOB U CUCTEM, MMeloLLLee TAXKeN0e

TeyeHne U nporHos3.

Mucus blocks
pancreatic ducts

N | Stomach

Mucus blocks
air sacs (alveoli)
in the lungs Pancreatic
duct

NG %
.

P ’
"Pancreas




Knaccndpukayus

®opmbl MB

— CMelaHHaga (nerovyHo-kuweyHasa) (80% Bcex cayyvaes);
— C NpeuMyLLeCTBEHHO JIeroYHbIMU nposaseHnamu (15%);
— C NPeuMYLLEeCTBEHHO KULLEYHbIMUW NposBJsieHnAMMU (5%0).




[laToreHes

MyTaumsa reHa .

-

AncdyHkumsa kogmpyemoro besnka.

-

HapylweHune TpaHCNoOpTa 1 CeKpeLmn MOHOB X/10Pa,HAPYLLEHMS
SN1eKTPUYECKOro NoTeHLMana.

-

xenesbl, annTennn 6poHxos, camsmnctom obonoukm XKT,
CEMEHHbIX KaHa/bLIeB.

i B

DopmurpoBaHMeE BTOPUYHBIX USMEHEHUM .

[ CrylieHme cekpeTa B KNEeTKax NOAXeNyA04HOM




KnanHuueckume nposassieHUA

Peunaunsupytouime nam xpoHnyeckme pecnmpaTopHble
CMMMNTOMbI, TaKMe KaK Kallesb MU OAblLLIKA

[ToBTOpPHbIE NHEBMOHUM

MeKOHWaNbHbIN nneyc

OTcTaBaHMe B PU3NYECKOM pa3BUTUE
HeodopMaeHHbIN, 06UIbHBIN, MACASHUCTbLIN U 3/T0BOHHbIN CTY/
XpoHu4yeckan guapes

BbinageHne NpssmMoun KMLIKK

3aTaXKHAA HeOHATA/IbHAA XeNTyXa

Co/leHbIN BKYC KOXMU

TennoBoW yaap unm gervapatayms npm Xapkou noroge



JlnarHocTtuka

HeoHaTa/sbHaa AMArHOCTUKA.

* nNepBoe onpejesieHne KOHLeHTpauum
MMMYHOPEaKTUBHOIo TpUNcuHa (Ha
NnepBou Heaene XM3HN);

* MOBTOPHOE OonpejeneHmne KOHLeHTpayum
MMMYHOPEaKTUBHOIO TPUNCUHA (3—4-A
HeZend XXU3HU);

* NIpoBeZeHne NOTOBOro TecTy;

e IHK-anarHoctuka.




[anakTo3emMumna- HacneACTBEHHOE ayTOCOMHO-
peLecCMBHOE HapyLleHe obMeHa yrnesoz0B, Npu
KOTOPOM Hakan/imBaeTcs n3bbITOK raslakTo3bl U ee
MeTaboanToB, YTO 0byCNaBAINBAET KANHUYECKYHO
KapTUHY 3aboneBaHnsa n OpMMpPyeT OTCPOYEHHbIX
OC/IOXXHEHUN.




Knaccuopukauyms

Knaccnyeckas - ranaktosemus | Tuna, obycnosaeHHas
nedmumTom pepmeHTa rasiakTo3o-1-pocdat-
ypuamntpaHchepasol (FAJT).

[@nakTo3emusa | I-He4OCTaTOYHOCTb ranakTokmnHasbl (FTAJIK).
[anakTosemusa | | I-geduumnt ypuanHamdocdaTt-raaakTo30-4-
3MMMepasbl.



KAnHuyeckasa KapTuHa

[aniakTO3eMUA | TUN.
MaHndectaumna Ha 1 -2 Hegene
HacTble cpbirMBaHUA a
Anapes N
[enaTocn/ieHoMeranug
[MnepbuanpybuHemuns
[MnoanbbyHemms
Acuut
KaTtapakTa
OcTpas neyeHOYHasa HeJ0CTAaTOYHOCTb
Cencuc
3aTpyaHeHa opraHmn3aums pevyeBbiX ABUXKEHNN
[MneproHasoTPOMHbIM TMNOrOHAHMU3M

NOBpEXOCHWE T'O/IOBHOTO
MO3Ta

KaTapaKTa

_~ JKenryxa

YBE€/INYEHHAsA MM€YE€HDb

‘:( pomvemenne IMO4YEK



KAnHuyeckasa kKapTuHa

[anakTo3emusa l | Tmn.
EAnHCTBEHHOE NpoaBaAeHue 3a6oneBaqu-KaTapa|<Ta.

[anakTo3emual |l | Tun.

[obpokayecTtBeHHas Taxxenasn
Aedunumnt pepmeHTa KenTyxa
TONIbKO B LUMPKYJANPYIOLLNX pBOTa
KNeTKax KpoBMW. 3a/epXKa pa3BUTuUS
renatocnjieHoMeranus
KaTapakTa
cencuc

HEMPOCEHCOPHAsA ryxoTa



JleyeHue

[veTtoTepanud
Ypauun-4-kapboHoBas KMCA0Ta
[enaTonpoTeKkTOpbI
AHTUOKCUAQHTDI

Xnpypruyeckoe seyeHue KatapakThbl



CKPUHWHT B MUpe

CtpaHbl




MMNOTHBIU NPOEKT MO CKPUHUHTY HOBOPOXKAEHHbIX B

CBepanoBcKkoi 061acTK OT 2012 roaa:

PACLLMPEHUE OBC/ZIEAOBAHNA HOBOPOXAEHHDbIX
CBEPA!'IOBCKOI7I OBJIACTN A0 16 HACZIEACTBEHHbIX
3AG0JIEBAHUNMN B CBA3BN C BBOAOM B 3KCNAYATALUNIO HOBOI'O
ObOPYAOBAHUA - TAHAEMHOIO MACC-CINMEKTPOMETPA B
NABOPATOPUN HEOHATAJZIBHOIO CKPUHUHTATBY3 CO
“K.I'II/IHI/IKO-AI/IAFHOCTI/IHECKI/II\/’I LEHTP "OXPAHA 310POBbA
MATEPU N PEBEHKA"




16 HacneACTBeHHbIX 3a60/1eBaHUN

deHnKeToHYpUS.
BpoxAeHHbIV rMnoTUpeos.

AZpPEeHO-reHNTabHbIM
CUHZAPOM.

MykoBucLmnA03.
[@naKkTOo3emMua.
JlenumnHo3.
TuposnHemusa (Tun 1).
LUutpynavHemums.

MHoOXecTBeHHas
KapbokcuiasHas
HeA0CTAaTOYHOCTb.

Hepo0CTaTOYHOCTb OYEHb
AJWVHHBIX U CpeagHUX Lenen aunn-
KoA-aervaporeHasbl XXMPHbIX
KWUCAOT.

HepocTtaTo4YHOCTb
MUTOXOHAPUANbHOIO
TPUPYHKLMOHANABHOrO benka.
Heao0CTaTOYHOCTb A/IMHHBIX
Lenen rugapokcraymn-KoA-
AernaporeHasbl XXMPHbIX KUCAOT.
[ntoTaposas aunaypusa (tvn 1).
13oBasepmnaHoBas auugemMus.
MeTuamanoHoBas aunaemMus.
[lponmnoHoBada aumnaemus.



JlononHuTenbHbIe NcCaeA0BaHUA:

XenaTtesnbHO NposeseHue
ayAMON0rn4eckoro m
0dTaNbMOJIOrMYECKOrO
CKPUHMHIA Ha BPOXAEHHYHO U
PAHHIOKO HEOHATA/IbHYIO
MNaTO/IOrNIO C/TyXa U 3peHuns y
aeten. laeanbHOU MoAenbio
aYAMONOrMYECKOrO CKPUHUHIA
HOBOPOXAEHHbIX ABAAETCS
pernmcrpauus n aHaims
3a4€epP>XaHHOW BbI3BaHHOM
O0TOAKYCTUYECKOWN IMUCCUMN
(3BOAD).




