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CKPWUHUHI HOBOPOXAOEHHbIX Ha
MYKOBUCLNAOO03
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CopepxaHue
- MykoBucumnaos ~ @
.- CKPWHMHr Ha MyKOBMCLUMA03 g;/'% e

- CKPMHUWHI NO NATHY KPOBU :
- PaclumpeHHbIN CKPUHUHT HA MyKOBUCLMAO03
- CtaHAapTHbIN HaUMOHaNbHbLIN NPOTOKON

(BenukobputaHua)

- Bo3MOXHble pe3yJibTaTbl N UX

noTeHUumnasibHoe 3Ha44eHue

- ANropuTtMm npoToKosia CKPUHUHra



&)
MykoBucuugos

- [MopaxaeT nuweBapeHne " nerkue.
bonbHble AeTn OoTCTaloT B pa3sBUTUN

- CKpVWHUHIr nomoraet usbexartb
3a1epPXXK1 B YCTAaHOBJIEHUM AnarHo3a

- PaHHee neyeHue nomoraet ynyJwuTb
COCTOSIHME 300pPOBbA, XOTHA U He
npeaoTBpallaeT NnporpeccMpoBaHnNA
Oone3Hun

- JleyeHne npoBOOAT NPU NOMOLUMU
cdepmMeHTOTEPaANNN, aHTUOUOTUKOB,
MYKOJIUTUKOB, NULLEBbIX A00aBOK, U
domsnortepanun
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YT0 Bbi3biBaeT MyKoBucUmnago3?

- 'eH MykoBucuUumnao3a pacnosnoxeH B 7 XpoMmocowme.

- PebGeHOK ¢ MykoBMCLMAOO30M HacneayeT ABa MYTaHTHbIX
annens (No ogHOMY OT Ka)XXAoro U3 poauTternemn).

- leH ‘CF’ xoanpyeT 6ernok, U3BeCTHbIU NOA Ha3BaHUEM
CFTR (KMCcTO3HO-(pUOPO3HLIN perynaTop
TpaHcMmeMOpaHHON npoBoanmocTn) unu MTP
(MyKOBUCLUMAO3HLIN TPAHCMEMOpPaHHbIN pPerynsTop) —
3TOT OenokK obecnevymnBaeT TPAHCMNOPT CONen U BoAbl B
KIeTKax, BbICTUNAKOLWUX Nerkme un xenyno4yHo-
KMLIEYHbIVA TPaKT.

- Mpn mykoBucumpose 6enok CFTR dyHKUMOHUpYyeT
HeHopMaribHO. OH NpoBOAUT CJIMLLKOM MHOIO COJien U
CJIULLKOM Marsio BoAbl, N3-3a Yero Jfiunkasi Crnmsb
3aKynopuBaeT fnerkme, a notT CTaHOBUTCH OYEeHb
COJIeHbIM.
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CKPUHMUHI Ha MyKOBUCLMAO03

YacToTa atoro sabonesaHua B BenukooputaHmmn
coctaBnseT 1:2500 HoBopoOXAEHHbIX (eXxerogHo
poxpaetca npumepHo 240 6onbHbIX aeteun). B Poccumn
yacTtoTa npumMepHoO B 4-5 pa3 MeHbLue.

HacneacrBeHHoOe 3aboneBaHmne — BO3MOXHa
noeHTUPUKauna HocuTernen

- Y HeKoTOpbIX AeTen, KoTopble UAEeHTU(PNLUPOBaHDI
KaK HOCUTesU, HeJlb35s1 UCKITKYUTb MYKOBUCLUOO3

- AHanusbl HanpaBnAKTCA Ha bMoOXMmMmMyeckoe
BbisiBreHue gedgektHoro cpepmeHTa Unm Mytaumm Ha
ypoBHe [HK

B reHe CF pacno3HaHo 6ornee 1200 pa3nuyHbIX
MyTauumn
+ [Ana pasBuTus MyKoBUCLMA03a peOeHOK AomkKeH



EE [lepBUYHLIN ODMOXNMUNYECKUN
AedeKkT npn mykoBucuuagose

CKPUVHUHr OCHOBaH Ha onpeAaesnieHuun
UMMYHOpeaKTuBHoro tpuncuHoreHa (MPT) B nATHe

- PR koBucumnaose yposeHo UPT B kpoBM
NOBbLILWEH 3a CYeT U3bbLITOYHOU CeKpeuun B
noaXxenyao4vyHou xernese.

- YHyBCTBUTENbHOCTbL MeTOAA Bblille ero
cneundnYHOCTHN, T.€. OO0NA JTIOXKHOMOJSIOXKNTENbHbIX
pe3ynbTaToB BbICOKA.

- Mpun aHomanbHOM pe3ynbraTte aHanusa Ha UPT
OObLIYHO NPOBOAAT MOJIEKYNSAPHO-TreHEeTU4YeCKoe
obcrnepnoBaHue (BbisiBreHMe myTtauuu B reHe CF).
Ecnu npu Takom obcrnepoBaHnun He yaaeTcs
BbISBUTb ABe MyTaLuun, TO NPOBOAAT NMOTOBYIO
npoOdy no AOCTUXEeHUN pebeHKOM ABYXMECAYHOro



ﬁE CKPUHUHI HOBOPOXAEHHbIX MO
NATHY KpoBu (BennkobputaHus)

BpuTaHckasa HauMoHanbHas nporpamMma CKpUHUHra
HOBOPOXAEHHbIX OCHOBaHa Ha aHanu3e Kannu
KpOBU, HAHECEHHOU Ha PUNLTPOBaNbLHYK Oymary u
BbICYLWEeHHOU B BuAe nsAtHa

Llenb Takoro CKpUHUHra — BbISIBUTb peakue, HO
TAXenble 3a0o0reBaHunA eLle A0 pa3BUTUA UX
CMMMTOMOB M HayaTb paHHee npodunnakTuyeckoe

nevyeHue

B HacTosilee BpeMAa NpPOBOAUTCA CKPWU
Ha crnepyrowme 60ne3Hu:

- PeHunketoHypusa (PKY)

- BpoxaeHHbIn runoTtupeos (BI'T)

- CepnoBugHokneTto4yHasa aHemus (CKA)

- MykoBucuupo3s (CF)




L3
CKpuHUHT B BennkooputaHum

B HacTosiLlee BpemA:

- CKpMHMHIoM oxBa4veHbl He BCe PervoHbl
CTpaHblI

- Acnonb3yeTcA HeCKONMbKO pa3HbIX
NMPOTOKOJIOB CKPUHUHTA

HenaBHO ObINM NPUHATBLI peLleHUs:
- PacluMpuTb CKPUHUHT HA BCHO CTPaHy

- Acnonb3oBaTb eAuHbIN CTaHAAPTHbLIN
NPOTOKOS



L3
[lporpamma No MyKOBUCLMNAO3Y

- CornacoBaH CTaHOApPTHbIN HaLMOHaNbHbLIN
NPOTOKOI

- B pamkax CKpMHUHra HoBopoXAaeHHbIe NPOoXoaAT
O4HO UIN HECKOJIbKO 0obcrieaoBaHMU, BKIOYas
nepBUYHbIU OMOXUMUNYECKUUN TECT, ABYXITaNHbIN
aHanu3 OHK n 6onee cTporum oKkoH4YaTersribHbIN
Onoxmmmn4yeckum aHanms

: Onoprle KiiTnHN4YeCkKue peKkomeHaauumum

- Ha ctaHpgapTHbIU NPOTOKON B OnnXanwuee BpeMs
nepeuayT TPU aHIMIMUCKNX nlabopaTtopuu, yxe
OCYLLEeCTBNAOLWNE CKPUHUHT

- OcTanbHble nabopatopuun AOMKHbI pa3BepPHYTb
TaKOU XXe CKPUHMHI KaK MOXXHO paHbLue



L%.! CtaHpgapTHbIN HaUMOHANbHbLIW

npotokon (1)

1. PoguresnsiMm BeIaeTCs HAIMOHAIbHAS ITAMSATKA 110 CKPUHUHTY ...

.B TPETHEM TPUMECTPE OEPEMEHHOCTH U €€ HAITMYHE MPOBEPSECTCS

3a 24 yaca J0 B3sATHsS 00pa3iia KpOBU U3 MATKU PEOCHKA

CopaeprxaHne NaMsITKH:

Pa3bsACHEHUA O TMOJIb3€ CKPUHUHTA

Onuvcanue CyIHOCTH MYKOBHUCIIN103a

OOBICHEHHUE TOTO, YTO CKPUHUHT MOKET BBISIBJISITh HOCUTEIICH
YnomuHaHue 0 HEOOXOAUMOCTH MOBTOPHOTO B3SITUSI 0Opa3ia
KPOBH B OTACIBHBIX CIIy4Yasix

Pa3bsiCHEHHE TOTO, YTO MPHU MOAO3PEHUN HA MYKOBUCIIAA03
POAUTENHN Y3HAIOT 00 3TOM, KOTJla p€OCHKY UCIIOJHUTCS 4 HEASIU




.3

[TamAaTKa O CKPUHUHTrEe

Beinymena Ha 11 sizpikax

AHIIMKACKUN ApaOckuid
OpaHiy3cku  Ypay
[Topryransckum Ipedeckuit
Comamuiicknn  ['ymxkaparu
Typenkuit PyMbIHCKH
benransckuit

Analyse de sang des
nouveaux-nés pour
votre bébé

Durant la premiére semalne aprés |a nalssance, on
vous proposera un test de dépistage pourvotre bébé.

Pourquoi
devrais-je
faire examiner
mon bébeé ?
L'analysa da sang des
nouveaux-nés Identifle
les bébés qui peuvent

avolr des maladies rares
mals graves.

La plupart des bebes
examinés n‘ont pas ces
maladies mals, pour le
petit nombre de babes
affectés, les avantages
d'un depktage sont
énormes. Un traltement
précoce peut améllorer
leur santé et prévenir
un handicap grave cu
méme leur mort.



L%.! CtaHpgapTHbIN HaUMOHANbHbLIW
npoTtokon (2)

2. Comtacue poauTeENe Ha CKPUHUHT

Axymepka:

[Tosy4aeT MMCbMEHHOE COTJIaCUE POAUTENEH, | 3
oepeT oOpazer KpoBU Ha (PUIILTPOBAJIbHYIO OyMary v OTChUIAET €ro
B JIAOOPATOPHIO.

Ecin ponuTenn 0TKa3bIBAlOTCS OT CKPUHUHTA, OHA JACIAET 3aIllUCh
Ha KapTouke ‘oTka3z XX’ rae XX — 3a00J€BaHNE, B OTHOIIICHUU
KOTOPOTO POJUTEN OTKA3AIUCh OT 00CiIeJ0OBaHUs peOCHKa,

M OTCBUIAET 3Ty KAPTOUKY B JJa0OPATOPHIO, KAK OOBIYHO, & TAKKE
MH(POPMUPYET 00 OTKA3€ POJUTEIICH CEMEMHOTO Bpada Wu/uiu
MEIMIIMHCKOTO OMEKYyHA




L%_! CtaHpgapTHbIN HaUMOHANbHbLIW
npotokon (3)

3. buoxumMu4ecKkn aHajiu3 KpOBU

* [Ipy HU3KUX MMOKA3aTEIIAX
OMOXHMMYECKOIO T€CTa
coo01Iaercs pe3yJabrar:
MyKOBHCIIH/I03 HE 3aII0{03PEH

\
5

= [ Ipy BBICOKHMX IMOKA3aTEIIAX s
OMOXHMMHUYECKOTO TE€CTa IPOBOAUTCS
aHa;m3 kpoBu Ha JIHK

\




L%.! CtaHpgapTHbIN HaUMOHANbHbLIW
npotokon (4)

4. KpoBb mpoxoaut nepBbii 3tan anann3a JJHK Ha myTanun

Ananu3 Ha 4 HanOoJiee pacnpocTpaneHHbie myTanuu JIHK

= ECJIM BBISBISAIOTCS 2 MyTanuu (MyTaHTHbIX ajresns) JJHK
coodmaercsa pe3yasrar: MyKOBUCIH/I03 3aI10103PEH

= Eciu He BbIsABIIEHO HU ogHoM myTauuu JIHK, a mokaszarenu
IIEpBOro OMOXMMHUYECKOTO aHaJIN3a HE CIIMIIKOM BBICOKH
cood0maercsa pe3yasrar: MyKOBUCUU/I03 HE 3a10103PCH

» Ecim He BoIsABIIEHO HU oqHoM MyTanuu JIHK, HO mokazarenu
NEPBOTO OMOXUMHUYECKOTO aHAIM3a OYEHb BBICOKH, Y peOCHKa
OepyT BTOPOM 00pasell KpOBH, OOBSICHSISI TPUUNHY POAUTEIISIM

= Eciu oOHapyskeHa toibko 1 myTamus JIHK, npoBogutcs
BTOPOM 3TAIl MOJIEKYJIIPHO-TEHETUYECKOIO aHAJIN3a




L%_! CtaHpgapTHbIN HaUMOHANbHbLIW
npoTtokon (5)

5. KpoBs npoxoaut Bropou sran aHanuza JIHK Ha myranun

[Ipr moBTOpHOM aHaNM3€e uccaeayTcd 29 wnu 31 Hanbonee
pacnpocTpaHeHHbIX MyTanu JJHK

= Ecnu BeIsABIIsieTcs Bropad myTtanuus JJHK (T.e. Bcero 2)
coo0Iaercs pe3yabrar: MyKOBHMCIHI03 3a110103P€eH

= Ecnu Bropas myranus JIHK He BeisiBieHa (T.€. Bcero 1),
y peOeHKa OepyT BTOPOI 00pa3el KpOBH, OOBICHSIA
IMIPUYHAHY POJIUTEISAM




L%_! CtaHpgapTHbIN HaUMOHANbHbLIW
npoTtokon (6)

6. IlomydeH BTopoii oOpasel; KpoBU peOeHKa

[IpoBOAUTCS TOBTOPHBIA OMOXMMHUYECKUI aHAJIN3 '
= Ecim OH Jajli HU3KUM pe3ynbrar, TO A JETEH,
y KOTOPBIX HE 00Hapy>keHbl MyTanuu JJHK
coo0maercs pe3yabrar: MyKOBHCIH/I03 He 3aM0103PEH
Jlns nereit, y koTophlii oOHapy»keHa ogHa mytauus JTHK,
co00IAeTCHA Pe3yJibTAT: HOCUTEJIbCTBO N'eHA MYKOBMCIIM/1034,
BEPOSITHOCTH 3200/1IeBAHUS HEBEJINKA
= Eciv 3TOT OMOXUMHUYECKUI aHAINW3 1ajl BEICOKUH pe3yibTar,
cooOmraercs pe3yasrar: ooHapy:xena 1 myranus JIHK —
BEPOATHOCTH 3200/IeBaHN S BbICOKA / KIIMHUYECKOE HAOJIIIeHHU e
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Bo3MOXHble pe3ynbTaThl

A. MykoBHCIIHI03 HE 3a110103PEH

B. MykoBHCIIH/103 3a110103PEH

C. Oonapyxena 1 myranusa /IHK — Beicokas
BEPOSITHOCTh MYKOBHCI[MI03a

D. HocurteabcTBo reHa CF — HU3Kasi BEpOATHOCTD
3a00/1eBaHUSA

E. He oOnapy:xeno nu ogHoii myramuu JIHK npu
HOPMAJIbHBIX OMOXMMHMYECKHUX pe3yJabTarax:
MYKOBHMCIHMI03 HE 3a10103PeH




l %! Pe3ynbTaThbl U
nocrnegyrowad TakTUKa

A. MyKOBHCIIH/103 HE 3aI10/103P€EH

= [Ipu ssBHOM pe3yJbTare 1o 0JHOMY 00pa3ily KpOBH:
HaJ10 UHMOPMHUPOBATh POAUTEIICH MPU KOHTPOJIbHOM
OCMOTpE peOSHKa B Bo3pacTe 6-8 Henlenb

= [Ipu B3ATHH BTOPOro 00Opasiia KpOBHU:
HaJI0 UH(OOPMHUPOBATH POAUTEIICH O PE3yabTaTax
KaK MOYKHO CKOPEE€ M3-3a BO3MOXKHOTO CTpaxa

YTO HaZI0 TOBOPUTH POJUTEIISM:

= MykoBHUCII03 Y peOCHKA HE BBISABJICH

= TouHoCTh cKkpuHHMHTA HE paBHa 100%

= Ecau poauTenn IpoaoKarT BeIpaXkaTh TPEBOTY O
3I0pOBbE peOCHKA, HaJO0 CBSA3aThCS C CEMEMHBIM BpauoM




l %! Pe3ynbTaThbl U
nocrnegyrowad TakTUKa

B. MykoBUCIIM/103 3a110/I03PEH U
C. BuiaBJiena 1 myranusa /IHK — BeposiTHOCTH 00J1€3HH BBICOKA

Jlaboparopus: HHPOPMHUPYET LEHTP MYKOBUCIIHI03a

[{eHTp MYKOBHUCIM/103a: HAIIPABIISIET CEMbIO HA IIPUEM K CHCIIUATUCTY

10 MYKOBHCIIMI03Y U KOHTAKTUPYET C MECTHOM aKyIIEPKON HIIN

MMaTPOHAXKHOU CECTPOU

MecTHas akyliepka Wiy NaTpoHa)KHask CECTpa:

MOCEIACT CEMBIO U KaK MOYKHO PaHBIIE COOOIIAECT pe3yabTaT, BhIJAECT

POAUTENSIM HAIlMOHAJIBHYIO NaMATKy ‘Iloo3penHne Ha
MYKOBHUCIIU]I03

JlaeT poauTesiM HampaBJICHUE HA JUArHOCTUYECKOE 00CTIeI0BAHUE

Buumanue: Ilpu mogo3peHun Ha MYKOBHCIIMI03 JIeHeHHE HA0 HAYMHATD
He mo3:ke 28 qHeu (ecuu BbisABJIeHbI ABe MyTanuu JIHK) u He mo3xe 35 nueii
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MykoBucumaos sanogo3peH

Results of Newborn
Blood Spot Screening

Cystic fibrosis
NuadopmanmonHas is suspected

IaMsATKa JAj1 POJAUTEIIEH, D
€CJIN Y UX peOeHKa 110 \ »
pe3ynbpraTaM CKpUHUHTA
3aMoI03PEH MYKOBHCIIHIO3

What does my baby’s screening result mean?

When your baby was about a week old, your midwife took
some blood from your baby's heel. The blood was used to
test for some rare condttiors, Including cystic fibresks (CF).

The screening test results suggest that your baby has cystic
fibrosls, though further tests will be needed to confirm this.
This leaflet ghves yousome Information about your baby's
screening result, and what you can expect to happen next.



l %! Pe3ynbTaThbl U
nocrnegyrowad TakTUKa

D. HocureancTBo rena CF
(BepOSITHOCTh MYKOBHCIIM1032 HEBEJINKA)

KBanuduuupoBaHHbIN MEIUIMHCKUN paOOTHUK: Kak MOXXHO
OBICTPEE MOCEMIAET CEMBIO U COOOIIAET POJUTENSM PE3YJIbTAT;

[0 BOBMOKHOCTH ITPUBJICKAET K COOOIIECHHUIO TAKOW MH(OPMAILUU
MMAaTPOHAXKHYIO CECTPY;

Brimaetr poauressiM HAIMOHAIBbHYIO NTAMITKY ‘HOCHUTENIBCTBO TEHA
MYKOBHUCIIH]1032’

3anuChIBACT PE3YIbTAThl B MEAUIIMHCKYIO KapTy peOCHKA

JlaeT poauTesisiM HanpaBJIEHUE B MECTHBIM T€HETUYECKUUN [IEHT]P
BeposTHOCTh 3a00J1€BaHus 111 peOCHKA OCTACTCSI HU3KOM
CeMenHbIN Bpay JOJKEH MOJIYUYHUTh TY K€ UHPOPMALUIO




LE.:
HocuTtenb reHa mykoBucumao3sa

Results of Newborn
Blood Spot Screening

Carrier of cystic
fibrosis gene

i h' =

.
DN,
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NuadopmanmonHas
raMsATKa JJ1s1 POJAUTEIIEN,
€CJIA MO Pe3yabTaramM
CKpUHUHTA UX peOCHOK
ObLT UACHTU(DUIIUPOBAH
KaKk Hocurelib reHa CF

™

What is my baby's screening result?

When your baby was about a week old, your midwife took
some blood from your baby's heel. The blood was used to
test for some rare conditiors, Including cystic fibrosks (CF).

The screening result suggests that your baby Is acarrier of
the CF gene. This leaflet gives you some Information about
what your baby’s screening result means



l %! Pe3ynbTaThbl U
nocrnegyrowad TakTUKa

E. Myrauuu /IHK He o0HapyKeHbI, pe3yJbTaT BTOPOro
onoxumuyeckoro anajaunia (MPT) B HopMme — momo3peHmii
HA MYKOBMCIIM/I03 HET

Y peOeHka ObLT O4€HBb BBHICOKUU PE3YNIbTAT MEPBOrO
OMOXHMMHUYECKOIro aHaanu3a, Ho mytauui JIHK He BbIsiBIICHO,
[TorpeboBaics BTOpoi OMOXMMUYECKHN aHAJIN3,
KOTOPBIX JaJI HOPMAJIbHbIN PE3YIIbTAT.

Taxkum 00pa3oM, Mo103peHNE Ha MYKOBHCIIA103
cHATO. [TockonbKy y peObeHKa Opaiu HOBTOPHBIN
oOpa3sel KpoBHU, HaJI0 HHPOPMHUPOBATH POAUTENCH
O pe3yJibTarax aHajJn3a KaKk MOXKHO ObICTpEE

BO M30€KkaHne HEOOOCHOBAHHOTO POCTA CTPAXOB




~ CTtaHgapTHbIV
Q Aap

O6paseL kpoBu Ha bymare (5 geHb): aHanu3 Ha NPT HaLlMOHaﬂbelﬁ

‘ NPOTOKOJT CKPUHWNHIA

— NPT < 99,5 nepueHTuns — NPT >99,5 nepueHTuns MH HbIX HA
MYKOBMUCLMOO3 -
= Ananus JHK Ha 4 camble yacTble myTaumm an FOpl/ITM

BbiBOA: MykoBMCLMO03
He 3anogo3peH

BHumaHune: CKpUHWHT He BbISIBNSIET
| | | 0,25 peten ¢ MyKOBUCLMA030M

e mytauumn reHa CF OpgHa myTauus reHa CF MyTaunn He BbIsiBIIEHbI (NPV MeKoHManbLHOM uneyce

VNPT onpenensieTcs HETOYHO)

A |

Ananua HK Ha 29 vnn 31 myTauuio

[
NPT>99,
9 nepu.

OpHa myTauus reHa CF

{

WPT no 2-my o6pasuy Kposu
|

[a

Het
Cp. > nopora 2 Cp. < nopora 2
Cp. > nopora 2 Cp. < nopora 2 T
\/
BbiBoa;: BbiBoa;:
MYKOBMCLNO03 HE MYKOBUCLINOO3 He
3anoao3peH 3anogo3peH




Cnacmnbo 3a BHUMaHue!




