HeoHaTanbHbLIU

CKPUHUHI




Knaccugpukaumna HacneacTtBeHHbIX
3aboneBaHnn obMeHa BeLLecTB

HapyLleHna odbMeHa aMUHOKUCIOT (DEHUITKETOHYPUSA 1 Ap.);

HapyLleHnsa obMeHa yrneBoaoB (rnukoreHoBasi 6051e3Hb, ranakTosemMust N ap.);
HapyLleHna obmeHa nununaos (bonesHn HnmaHa—I1nka, 6onesHb [owe n gp.);
HapyLleHnsa obmeHa cteponaoB (agpeHoreHMTarnbHbI CUHOPOM U Ap.);
HapyLeHnst obMeHa nypuHOB 1 NUpUMUAnHOB (cnHapom Jlewa—HwuxaHa n gp.);

HapyLeHnst obMeHa coeauHNTENBbHOM TKaHU (MyKononucaxapuaosbl, CUHAPOM
MapdraHa v gp.;

HapyLeHusi rema- n nopdoupmuHa (remornobuHonaTnm n ap.);

HapyLweHust obmeHa B aputpoumtax (aHemmna MuHkosckoro—LUoddapa u ap.);
aHomanun obmeHa metannos (bonesHb BunscoHa—KoHoBanosa u ap.);
HapyLweHust obmeHa bununpyounHa (cuHgpom Kpurnepa— Hauvspa v op.);

HapyLleHUsi BcacbiBaHUS B NULLEBAPUTENBHOM TpakTe (MyKOBUCLMAO3,
Liennakmns, HenepeHOCUMOCTb NTaKkTo3bl 1 Ap.).



W

[Mpu3Haku, Tpedbyrowme ncknroveHnsa HBO

B HeoHaTanbHOM nepuoae U Ha NepBOM rogy

XKN3HU

. PBota, pervgpotauus, xentyxa , Mbllle4yHasd TMno wu

MNEePTOHUA, HapYLLEHNE AObIXaHWUs, Cyaoporn, rnetaprus,
KOMa, acuuT, Heobbl4YHbIM 3anax mo4n (ucknountb BIIP
KKT).

LOuapes, rmnotpodus (UCKIMHOYNUTb 3K30rEHHbIE MPUYNHBI).
[enaTto, cnneHo, renaTocnieHoMeranus.

[TporpagAnueHTHO pasBMBLLASACS K roAdy KNU3HU YMCTBEHHaS
OTCTanocCTb, MblLLIEYHAS rmno  u rMNepToHUS,
CYOOPOXHbIE NMpunagkn, pasBuBLLUMECS B NEPBbIE MECSALbI
XU3HW.,

JlabopaTopHble [OaHHble : MeTabonuyeckun aumnaos,
ankanoas, runornukemMmus, caxap, 6enok, aueToH B MoYe.



[locne nepBoOro roga XXM3Hwu

YMCTBEHHAA OTCTaNIOCTb HEACHOM 3TUOMNOINMN.,

YO c 3agepkkon oU3nYeCcKoro passutud, CyaopoXXHbIMU
npunagkamm, MHTOKCUKaumen, netaprmen, KoMaTto3HbIMU
COCTOAHUEM, PBOTON, ANAPEEUN, NOPAXKEHNEM MEYEHMN,
NoYeK, 3K3eMOU, BbIBUXOM, NOABLIBUXOM XpyCTarnuka,
[MyxoTon, anannuewn, gusnekcueun.

CouyeTtaHune YO ¢ HU3KMM pocToMm, rpybbiMmn yeptamu
nuua, rngpouedarnbHbIM YepPENOM, TYronoaBMXKHOCTLHO
CyCTaBOB, CKOJIMO30M, rernatocrseHoMerannen,
NMOMYTHEHWUEM POroBULIbI, TYTOYXOCTbIO.

[TporpagneHTHoe pa3sntne YO 1 HEBPOMNOrM4eCcKom
CMMNTOMAaTMKM NOCre nepmoga HopMarnbHOro pa3BuUTUS
pa3HoOW ANMNTENBLHOCTMW.

[MnoTpoduns HEACHOU STUOSMOTUMN.

HenepeHocMMOCTb OTAENbHbLIX BUAOB MULLX, CUHOPOM
Manbabcopouunm.

Hedponutnas y geten.



CuMnTOMbI U NPU3HaKN GonesHen
oOMeHa BelecTB y AeTeun

LleHmpanbHasi HepeHasi cucmema
« JleTtaprus, Banoe cocaHue
 [loBbileHHas BO30yaMMOCTb

e MebiweyHasa rmno nnu rmnepToHUS
 Koma

« Cynoporu

Xenyodo4yHo-kuwe4yHbIU mpakm
* HenepeHOCUMOCTb KOPMJIIEHUS
* PBoTa

« [unapes



Ope2zaHbl ObixaHUSs1 U KposoobpaweHust
*AMHO3
*TaxnnHoa
*PecnupaTtopHbIN anucTpecc

HapyweHue byHKUuu neyeHu
) Xentyxa
[ Mnokoarynauug
[ enatomeranus

llpoyue HapyweHusi

[laTonorn4yecknn 3anax KoXxm nnm Mmo4u
[ pyOble YyepThbl Nnua unu ero gn3mopdud
KaTtapakTa




BpoxaeHHble gedeKThl
MeTabonuima

A. Ocmpoe Ha4yasio 8 HeOHamarsbHbIlU nNepuood

3aboneBaHnsa BCTpeYaloTcs pedko, HO BCE BMECTE 3HAYUTENbHO
YBENUYMBAIOT HEOHATamNbHYIO 3ab0NEBAEMOCTb U CMEPTHOCTb.

YacTo 3akaH4ymBaloTCS cbaTaano, eClIin NX He NeYnTb N MOryT
Bbl3bIBaTb PA3BUTUE TAXEJSIbIX OCITOXHEHUN, ecnu pPacno3HarTCA
Nno3aHO U Ha4dallo UXx JiedeHnd 3ara3blBactT.

B HacTosiLee BpemMsa BO3MOXKHa ObicTpas nabopaTtopHas
OuvarHoctuka n apeKkTUBHOE fievYeHue.

,D,J'Iﬂ HOPMaJibHOIo HEBPOJIOIMTNHECKOIo Pa3BnNTUA B OTAalIEHHbIE
CPOKH Heobxoanmsl PaHHAA ANarHoCTnkKa n cBOEBPEMEHHO
Ha4vyaToe Jie4vyeHne.

JAna paHHen gMarHocTUkn HeEoBXoAUMO Yy4UTbIBaTh Hanu4une
nedekta metadbonmama Y JIOBOIO HOBOPOXOEHHOIO.



b. Ckpbimoe Ha4yasio e nepuod msiadeH4Yecmea usnu
demcmea

 HekoTopble 3aboneBaHUsA HEU3NEYUMbI U SIBMAIOTCS
doaTanbHbIMK

* BONbLUMHCTBO U3 HUX HE 3aKaH4YMBaKOTCH CMEPTbIO U
UMET KITMHUYECKUE NPOoABIIEHNA TOJIbKO B TOM
Cliydae, ecCJin X HE ANarHoCTnpoBatb U HE JIEHUTD

BONbLUNHCTBO CKPUHMHI-TECTOB, UCMOSb3YEMbIX Y
HOBOPOXXAEHHbIX, BbIABMNSAT 3aboneBaHmsa aTon
rpynnbi.

B. lNosienieHue cuMnmomos y nodpocmkKoe, oHouwel,
83pPO0CJIbIX



Bbone3Hn oomeHa BelwecTB
Y HOBOPOXAEHHbIX

HAPYWEHUWUE OBMEHA YITIEBOOOB

« [anaktosemud

* Hednunt dppyktoso-1,6-gudocdarassl

* [rnmkoreHosbl (1A n B Tunbl)

- HAPYWEHNME OBMEHA AMUHOKNCIIOT
 bonesHb KreHoBoro cupona

* HekeToHOBasa rmnepriaMuMHEMUS

» [nwTapoBas aumaemus |l Tmna

« [lnpornotammHoBasa aumgemMmus

* (S-okconponuHypus)

HAPYLWLEHUE OBMEHA OPTAHUAYECKUX KUCJIOT
* M30BanepuaHoBas aungemud

* [lponnoHoBas aungemus
MeTnnmanoHoBasa auugemMus
MHOXeCTBEHHbIN eduumnT Kapbokcunasbl



HAPYLWEHUNA OBMEHA NMUPYBATA U TPAHCIIOPTA 3JIEKTPOHOB B
ObIXATENNbHOW LIEMNNA

« [Nedunuut nupysaTkapbokcunasbi

« [edununt nupysataerngporeHasbl

« [ledounuunt abiXxaTernbHbIX LENeW TpaHCnopTa 3NeKTPOHOB

« HAPYLWEHWNE CUHTE3A MOYEBWHDbI

« [Nedounuut kapbomundocdarcuHTeTasbl (KOC)

« [Nedounuunt opHuTOoHTpaHckapbamunasbl (OTK)

« [Nedunuut apruHmHcykunHatcmHTeTasbl (AC) (unTpynnuHemMus)
« [Nedoumuyut apruHmHcykunHatnuassl (AJl)

» Hedununt N-auetunrniotramatcuHTeTasbl (N -AlC)

* TpaH3uTopHas runepammMmoHmemMmsa HoBopoxXaeHHbIX (TFAH)
PA3JIMYHbIE HAPYLWLWEHUA METABOJTIU3MA

* AOpeHo-reHuTasnbHbIM CUHAPOM (Aedonunt 21-rngpokcunassl)
* [lMpnaoKCUH3aBNCUMOE COCTOAHME

 HepocTtato4HoCTb anbda-1 aHTUTPUNCUHa

« HapyweHue obmeHa bunupybuHa (Hanpumep, cuHapom Kpurnepa-Havnapa)



AppekmusHocmb U uesrecoobpasHocme
CKPUHUH2a

Kputepuun CKpyHUHra
3aboneBaHne YETKO OMepYEHO

M3BecTHa 4YacTtoTta B nonyndauumn (ons Poccun)

Bbicokue nokasaTtenu 6051e3HEHHOCTU U CMEPTHOCTU

MIMeeTcsa OOCTynHOE aPdPEKTUBHOE NeYeHne

PaHHee nevyeHune ynyyllaeT KOHEeYHbIN UcXoa

OTNYECKN NpnemMriemMbin, 6besonacHbin, MPOCTON U
HadeXHbI METO TECTUPOBAHUS



3aboneBaHus, Ha KOToOpble NpoBoOAUNTCSH
HeoHaTaribHbIN CKPUHUHT B Poccun

* DeHUNKETOHYPUSA

* BpoXXKOeHHbIN TMNoTupeos

* MykoBucuUnaos
e [anakTosemus

* AOpeHoreHnTanbHbI CUMHOPOM



bone | Komnuec | Kon-Bo | O6cnenora | IIporeHT Brrssie | Hacrora
3Hb TBO HOBOPOK HO OXBaTa HO 3a00J1eBa
HOBOPOXK | JIEHHBIX | HOBOPOXIC | C'rar | MTK OOJTbHBI | HHSL
ICHHBIX | MTI'K HHBIX aHH X
Poccrar bIE
OKY | 1602387 | 1562441 1 516422 94,6 | 97,1 197 1:7697
BI' 1363625 | 85,1 | 87,3 330 IRARY
AIC 1282005 80,1 | 82,1 148 1:8662
[Man 1340 692 83,6 | 85,8 41 1:32692
MB 1239673 774 | 79,3 107 1:11585




MyKOBMCUMNAO3

HacneacrBeHHoe 3a6oneBaHue, Hanbonee
pacnpocTpaHeHHoe cpeamu 6enoro HaceneHus

1:2500 HoBOpOXXAeHHbIX (B P® 1:12000)
4% Hocuteneun (B PO 1,5 %)

AyTOCOMHO-peLeCcCUMBHbIXN TUN HacJiefaoBaHUA
(roMo3uMroTbl, KOMNayHAbl)

Jlokanusauuma Mytaumm - gJZIMHHOE niaeyo 7
xpoMmocombl (delF508) - yrpata dbeHunanaHuHa
B 508 nono)xxeHnmn MoJsieKybl
TpaHCMeMbpaHHOro perynatopa oyHKUUM
XJIOPHOro KaHana



Tvn HacneagoBaHMA Npu MykoBucumpaose

BboneH
MYKOBMUCLUOO030M

deHOTUNINYECKU
N TeHOTUMNUYeCKu

300poB
Hocurtenb Hocurtenb



MonekynsapHblie nocneacremsa myraumm MBTP

e

) o

———— —

"“w,)

OTcyTcTBME CUMHTEe3a
G542X, W1282X, R553X,
2143delT, 1677delTA

A

e
‘&:—_“‘
-
N ”
-
HapyweHue perynauvm HapyuweHue
G551D, G1224E, S1255P npoBOANMOCTH

R117H, R334W, R347P

HapyweHue co3peBaHus
dF508, dF507, N1303K, S5411I, S549R

;)J J

CHMXeHue cCnHTe3a
A455E, 3849+10kbC - T



YacroTta mMmytauumum reHa MBTP y 6osbHbIX MB

MyTauuna

Konnuecrso mytauun/
KonnuyecrBo XxpomMocom

YacTtota cpeaun MB
xXpomocomMm (%)

DelF508
CFTRdele2,3(21kb)
N1303K

G542X

W1282X
3849+10kbc-T
2143delT
2184insA

R334W

S1196X

1677delTA
394delTT

G551D

Dell507

R553X

R347P

621+1G-T
3821delT
HenaeHTMdnUMpOBaHHbIE

494/932
46/337*
18/331*
14/331*
13/327*
7/172%
13/333*
13/333*
5/329*
5/332*
5/438*
3/340%*
2/331*
0/438*
0/331%*
0/250%*
0/55*
3/58

53.0
6.3
2.6
2.0
1.9
1.9
1.8
1.8
0.7
0.7
0.5
0.4
0.3




feHeanornuyeckoe aepesBo ceMmbu B.M.
(3 ropa 11 Mmec.), 601bHOro MYKOBMCLUMAO30M

- B.M-
1 2 3 a4 5 /

- SHB00S

NeHoTn npo6banpna AF508/AF508: III - 6 (6oneH MyKOBMCLIMAO30M).
Fomo3surorbl no mytauumm AF508/AF508: III - 1,2,7 (60s1bHbI MYKOBUCLMAO30M).
KnnHunyecku 3aopoBblie retepo3nroTHbie Hocutenu mytauumm AF508:

II - 3,4,5; III - 3,4,5.

7



OnarHoctuka Mykosmucuuaosa 6asmpyercs
Ha HaJINUMM:

J XpoHun4yeckoro 6poHxosiero4yHoro
npouecca

J Knwe4yHoro cmHapoma
J MonoXxXuurtenbHOIrO NOTOBOIO TecCTa

o MB y cnébecos



Fpynnbl «pucka>» ana andpdepeHunanbHOMN
ANArHOCTMKMN MyKOBMUCLMAO3a

I. BPOHXO-JIETOYHbBIE NMOPAXEHMSA

MoBTOpPHbIE M peunaMBUpYIOLLME MHEBMOHUN C 3aTSAXHbIM TeHYEHMEM
Abcueamnpytowime NHeEBMOHUKN, 0COBEHHO Yy AeTen rpyaHOro Bo3pacra
XpOHMYeckme NHEBMOHUN, OCOBEHHO ABYCTOPOHHME

BpoHxuanbHaa actMma, pedpakrtepHas K TpaguLMOHHON Tepanuu
Peunansupyowme 6poHXnTbl, 6pOHXMONUTLI, 0CO6EeHHOC BbiIcCEBOM Ps.aeruginosa

s .0 2

II. NKBMEHEHMA XENYAOYHO-KMIUEYHOIO TPAKTA

MeKOHManbHbIM MNeyC 1 ero SKBMBasEHTbI

CVHAPOM HapyLWeHHOro KMLWEeYHOro BCacbiBaHUA HESICHOIO reHesa
Xentyxa 06CTpyKTUBHOIO TUMNa Y HOBOPOXAEHHbIX C 3aTSXHbIM TeYeHUeM
LUnppo3bl neyeHu

CaxapHblit anabert

FacTtpoazodaranbHbIn pedatoKc

Xonenuntunas

BbinageHue nNpsiMoOn KULLIKK

RRasl o LB Lo o gy

III. A BMEHEHWA APYITUX OPFrAHOB U CUCTEM

HapylweHue pocta U pa3BuTuA
3azepxKa rnosoBoro passutus
My>ckoe becnnoane
XPOHUYECKUIN CUHYCUT
Monunbl HOCa

Rt 2 oo

IV. CUBCbl U3 CEMEVI., B KOTOPbBIX ECTb BOJ/IbHbBIE MB




Ba>XHOCTb paHHen AMarHoctmku MB

PaHHAS agekBaTHas Tepanus yay4dlwaeT Ted4eHUe M NporHos
3abosieBaHus, 4UTO NO3BoOSISET n3bexaTb pa3BUTMS HEOOpPaTUMbIX
OpPOHX0NEroYHbIX NOpaKeHnmn

CBoeBpeMeHHas koppekuus HapyweHui XXKT npeaynpexaaer
pasButme rmnoTpodpumn

[MpaBunbHbIN paHHUI anarHo3 MB no3BonsieT nsbexarTb
HEHY>HbIX, 06peMeHUTeNbHbIX, AOPOroCTOSALNX ANArHOCTUYECKNX
N TeparneBTUYEeCKNX MeponpuaTum

CBoeBpeMeHHOe BOBJievYeHne poantenen B ievebHo-
peabunnanTaumMoHHbIN Npouecc

CBoeBpeMeHHOoe pelleHne npobsieMbl NpeHaTasibHOW ANArHOCTUKN
B NepcnekKTUBHbIX N UHPOPMATUBHbBIX CEMbSIX



O6s3aTeNnibHble cCoCTaBAAOLLIME NTIedeHUsA
60J1IbHbIX MYKOBUCLUMAO30M

» JleyebHana dpunsKynbTYypa
(dbusnorepanuna, KMHesnuTepanusa)

s Mykonutunyeckas tepanus
» AHTMMMKpob6Hasa Tepanus

, depMeHTOTEpanuA npenapartamm
noa>xenyao4vyHou xesesbl

, ButaMmuHoTepanusa
, AveToTepanusna

. JleyeHue ocnoXxHeHmm MB



Mukpo6HbIN Nnensaxk 6poHXManbHOro
cekpeTta npu MB

Ctadpmnokokk - 61%

.

» F'emodunnobHaa nanouka - 46%

s NMceBapoMoHac - 77%

, AHTMGMOTNKOUYYBCTBUTEJIBHOCTD
Bapbupyer



BuanapHbIU LUPPO3 NeYeHun y aeten, 6onbHbiX MB

& YacroTa: 7,5%

< Bo3pacTt yctTaHOBJ1IE€HUA
anarHosa: ot 3 oo 14,5 ner

& Mon:
M—-59%, x -41%

&4 CMHAPOM nopTanbHOM
rmnepreH3un: 54%

< BupycHblie renaTtuThbl
(BunC): 26%

4 MPU: 84,59 + 2,01%

& OXEJ/1-68,3 + 6,12%
O®B, -59,98 + 7,64%*

* [locToBEpPHO HMXKeE, YeM B obLyer Bbibopke (P<0,05)
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NnaH perynsapHoro amébynartopHoro ocMoTpa B
NOoJINKJIMHUKE POCCMUCKOro 4eHTpa MyKoBMcUMA03a
(permoHanbHbIN LEHTP)

O6s3aTenbHbIN
ypoBeHb 06cnenoBaHus
(npn amMbynaTtopHOM OCMOTpeE)

. AHanmn3 Kposu o6LWMIM C
reMOCMHAPOMOM

. AHann3 Mmoumn obwmnm
KITMHUYECKNIA

. Konponorus

. NMoceB MOKpOTblI Ha MUKpPOMdIopy U
YYBCTBUTE/IbHOCTb K aHTMBMOTUKAM

. OYHKUMNA BHELWHEro aAbiXxaHus

. OnpegeneHne catypmMpoBaHHOro
kucnopoga (nynbCOKCUMETP)

. AHTponomeTpuA

KpaTHOCTDb

1 pa3
B 3 Mecsua

TaK Xe

TaK Xe
TaK Xe

TaK Xe

TaK Xe

TakK Xe

AononHuTeNbHbIA
ypoBeHb 06cnenosaHms
(No NokasaHuaM)

PeHTreHorpamMma opraHoB
rPYAHOW KNEeTKn

PeHTreHorpamMma npuaaTo4YHbIX
nasyx Hoca

dubporactpoayoneHockonums

YnbTpa3ByKOBOE nccneaoBaHue
OpraHoB 6pKOLIHON MOJOCTH

IXxokapanorpadpus

JneKkTpokapanorpadums

[MoToBbIN TecT
[(NMOKO30TONIEPaHTHbLIN TeCT

AOHK-anarHoctuka MB, onpegeneHue
MHMOPMATUBHOCTU CEMbMU AN
npeHaTasbHOMN AMArHOCTUKMU



3aaaum Bpada npum ambynatopHoMm npueMe

, Koppekuunsa tepanun
, N'ocnutanusaumn

, BHyTpBEeHHas
Tepanumsa Ha AOMY



NMpoao/MHKUTENIbHOCTb XXU3HU 60/1bHbIX
MYKOBMUCLMAO30M B €BPONEenCKuUx ctpaHax n Poccun

MeamnaHa % 6ONBbHbIX
BbIDKMBAaEMOCTH crapuwe
(ner) 15 ner

Yucno
| 60NbHBbIX

' HuaepnaHgsi 954

27 42

:repMaHua

|

2447

H/O 38

ET

| Bennko6putanuna

Liseunn
 NUranus

' Poccusa U4QC =10
}

' MOCKOBCKMWA pEermoH 14 H 1
'n C.-lMnutepbypr = / F

561 26,4 26



MykoBucUuMAaos3
- pacnpocTtpaHeHHOCTb B nocneaywowme 10 ner

poxgaercsa 150/rog

nornbaer 100/rog

4000
3000 Hderwu &
—q
2000
—
1000
B3pocnbie
-
=T | | |
1950 1970 1990 2010
Noabl

ERCF (Epidemiologic Registry of Cystic Fibrosis)



BpoxaeHHasa rmnepnnasusa Hagrnode4yHUKoB
nnn agpeHoreHmnTanbHbin cnHgpom (AlC)

[ pynna ayTOCOMHO-PeLEeCCUBHbIX OEEKTOB
bnocuHTE3a aApPEHOKOPTUKOCTEPOUIOB.

-ObLLEee HasBaHWe [OaHHOW rpynnbl 3aboneBaHnn
CBSI3aHO C rmnepnnasven Hagno4Ye4yHUKoB, KOoTopas
obOHapyXnBaeTcs npu BCKPbLITUN  YMEPLUNX
OOnbHbIX.

[1Ba KOHEYHbIX NMPoayKTa OMOCUMHTE3a, KOPTMU3OS U
arnbJOCTEPOH, NMMEIOT HECKOSbKO ooLwmx
doepMEHTATUBHbIX 3TANOB KOHTPOSIS.



HepoctaTto4yHOCTb 21-rapokcunasbl

*>90% Bcex cny4vaes AlC

*BHOCUT HapyLLEHUSI B NYyTU CUHTE3a KaK
KOpTu3ora, Tak 1 anbOocTepoHa 1 NPUBOAUT K
HakKonneHuto ee cybctpara, 17-anbda-
rmgpokcunporectepoHa (170HP).



KopTnson — nHterpanbHbIi KOMMOHEHT
OTBETHOW peaKkumnm opraHnama Ha ctpecc. OH
Heobxoamnm as1si HopMarnbHOIro roMeocTasa,
BKNtoYas KOHTPOSb YPOBHSA FHOKO3bI
(rMHOKOKOPTUKOMAHAA aKTUBHOCTD).

ANbOOCTEPOH — PETYNATOP SNEKTPONUTHOIO U
BOLHOIo romeocTtasa 4Yepes NoYeyHyto
9KCKpeLunto HaTpmsa KU Kanus
(MMHepanokopTUukongHaa akTUBHOCTD).



Yactota AlIC

 [MonynaunoHHasa 4Yactota Al'C B Mnpe BapbupyeTcs
ot 1:7500 B Bpasunumn go 1:21000 B HoBow
3enaHgunn.

* B ctpaHax EBponbl Yactota AlI'C npakTn4ecku
oanHakoBa u coctaBngdeTt oT 1:10000 oo 1:14000
XXNBOPOXOEHHbIX OETEWN.

* B yeTblipex peTpocnekTUBHbLIX UCCNEAOBAHUSIX,
npoBeAeHHbIX B BenukobputaHmm, nonynsaumoHHas
yactoTta Al'C bbina oueHeHa Ha yposHe 1:12000



CKpUHUHI HOBOPOXAEeHHbIX Ha Al'C BHeapeH B 16 U3
52 wraros CLWA, B HoBoun 3enaHaun, N3paunne un
AnoHun.

B Kanage, VicnaHun n 'epmaHnm oH npoBoanUTCS Ha
YPOBHE permoHanbHbIX MporpamMmm.

Bo ®paHuun, Ntanuun, LLiBenuapuun n LLiBeunn
NPOBOANTCHA UCMbITAHUE OLUEHOYHbLIX NPOrpamMmm.

Tpu nporpammbl ckpuHuHra Ha AI'C Oblinu
npekpaLlleHbl: ase B tanumun, a TpeTbs
aKcrnepumMmeHTanbHasa nporpammva B LotnaHaun (Bce
No opMHaHCOBLIM COODPaXKEHUSIM).



McKusick - 230400
AYTOCOMHO-peLeCcCUBHLIU TUMN HACN1eA0BAHUS

Ob6ycnosneHa HeaOCTATOYHOCTBHO
ranakTo3o-1-cpocepart ypuannTpaHcgepassl

YacTtoTta 1: 30 000-1:70 000



METABOJIN3M
"AJIAKTO3bI

asbAonaspeAyKTasa
rasiakTOKUHAasa

Y[®-rnrokosa
TpaHcg epasa

-« 3
Y/[]®-ranaktoso-
¢ ¢ 4—3nmmepi

& YA®-rnroko
nUpog oce opunasa

I"nroko3o-1-pocopar




McKusick - 230200
AYTOCOMHO-peLeCcCUBHLIU TUMN HACN1eA0BAHUS

Ob6ycnosneHa HeaOCTATOYHOCTBHO
ranaKTOKUHA3LI

YacToTta ?
1: 50 000



METABOJIN3M
"AJIAKTO3bI

anaKkTo3a> -
‘ anbAoNa3peayKTasa
AL ranakTeKuHasa '
()
YH&-rnrokosa Fanakto3o-1-¢ oc at
" nroko3o-1-pocopar __YPUAWRTpaHc$ epasa

Y/[]®-ranaktoso-
4-3numepasa

& Y/®-rnrokosa
‘ nupog oc¢ opunasa




McKusick - 230350
AYTOCOMHO-peLeCcCUBHLIU TUMN HACN1eA0BAHUS

Ob6ycnosneHa HeaOCTATOYHOCTBHO
Y[®-ranakt030-4 3numepassl

YactoTta 1:70 000 - 1: 100 000



METABOJIN3M
"AJIAKTO3bI

asbAonaspeAyKTasa

rasiaKToOKkuHasa

C(J'IGKTOBO Ii= qaocqaaT pr
YLlcP—ranosa 1 f I aJ'laKTO‘3Q:-1 ¢ ocpar

" nroko3o-1-pocopar _ypUAMNTPaHc$ epasa

)’,L'ICD FarIaKkTo30-
4- 3nmmepasa

& Yo- rmoxosa
‘ nupog oc¢ opunasa




Congenital Adrenal Hyperplasia

OnpepeneHue: BI'H - HegocTtaTo4yHOCTb (hepMeHTHON
aKTUBHOCTU KOpPbl HAANOYEe4YHNKOB, BbI3BaHHOE
OTCYTCTBUEM KOPTU30Sla U MUHEpPaNoOKOPTUKONAOB



Congenital Adrenal Hyperplasia

BI'H

AYTOCOMHO peneccCMBHOE 3200/1eBaHMEe HAPYIAKOIllee CHHTE3
TOPMOHOB KOPbI HAANOYEYHUKOB

Pazn4yHble cTEpOMAHbIE THAPOKCHJIA3HI MOBPEXKIAOTCHA, HanbdoJ1ee
4acTo

HEeIOCTATOYHOCTH 21-rMapoKCHIA3hI

HenocrarouHocts 21-ruipoKkcu/ia3bl BbI3bIBAET YBEJIUYCHNE YPOBHS

17-OH-niporecrepoHa U CHUKAET YPOBEHb KOPTU30J1a H

AJIbJI0CTEPOHA

Yposenb AKTI noBblIlIeH, OH CTUMYJIHPYET CUHTE3 annporeno?ﬁ
D

HAAMNOYCYHU KA, THIICPILNIACTHICCKAA PCAKIUA HAAIIOYCITHUKOBO

KeJI€3bI



Bl H yacTtota B pa3nn4yHbIX cTpaHax

« CLUA 1:15 300

« TEPMAHUA 1:7 000
 UTAJTINA 1.5 558

- LIBELINA 1:12 800

« OPAHLUNA (mainland) 1:20 700
* BPA3UJINA 1: 7533

« ANOHUNA 1:18 827

- HOBAA 3EJIAHONA 1:21 269
« OPAHUNA (Reunion island) 1:4 100
* Ypik Eskimos (Alaska) 1:272
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AKTI ctumynupyet cekpeuuto
Xene3 HaAMNO4Ye4YHUKOB.
Npoaykuuna AKTL
MHrMonpyeTca KOpPTU30SIOM.
Ecnu ypoBeHb KOpTU3ona
HU3KUKN, NpoucxoaouTt
yBenunyeHue cekpeuum AKTI



HepoctaTouyHoOCTb 21-OH-
rmapokcunasbl KNMMHNYECKHN
pasgensieTcd Ha cnegyrouwme oopMbl:

-KJIAaCCUYeCKas

-TsaKeJIast codib-Tepsawinas ¢gopma BI'H

-He coJ1b Tepsawias (popma BI'H (mpocTas Bupusimsanmus)
-He KJIAaCCHYeCKasi, ¢ HA4YaJIOM Ha MO3IHUX CPOKAX,

YyMEpEeHHasi He-COJIb TEePAIIIasi

Tsxkenas coab-Trepsromas popma BI'H moxker mpuBoauTh K
HAANOYECYHUKOBOM KOMe, KOTOpPas 00bIYHO HA0/II0AaeTC s

MPUMEPHO Yepe3 HeAeJNI0 MOCJIe POKICHUS; ONACHO VI KU3HU



Hedpnumnt 21-rmgpokcunnassl

e 42-netHass Huskopocnaa (146 cm)
nauueHTka C ajgpeHoreHutanbHbIM
cuHgpomom  (AITC) Cc  My>KCKOW
BHELLUHOCTbIO, HU3KUM royiocom,
Bblpa)XeHHOMN MYCKynaTypou, LNPOKOU
rPYOHOWU KITETKOW, HEMOJSIHOU NbICUHOM
M MYXCKUM  TUMNOM  OBOJSIOCEHUSA

(rMpcyTnam).

* Y naumeHTkm B Bo3pacte 6 net
BO3HUKIIN NPU3HaKK
npexaeBpeMeHHOro NosfioBOro

Co3peBaHus, B 8 neT npeKkpaTurcs
POCT (NpexaeBpeMeHHOEe 3aKpbiThe
anndgun3sos.).




Conb-TepstoLwas dopma BIM'H —
Hanboriee YyacTto BcTpedaemas - 60 -80%

Tsxkenast coan-Ttepsaomas gopma BI'H mMoxer npuBoauTh K
HAAINOYCYHUKOBOM KOME, KOTOPas NMPOUCXOAUT Yepe3 HeAe 0
[ocjie PpoaoB, CONPOBOXKIAeMasi MOTEPeH HATPUA U
00e3BOKUBAHMEM.

IIpoOiaemMbl ¢ nNUTAHWEM, JIeTaAaprusi, pBOTAa BeAYT K
HAPYIUIEHHUIO PA3BUTHUA U CMEPTH, YTO 00OBIYHO NMPOUCXOAUT K

3-eMmy Mecsy JKH3HU.




Knaccuyeckas BI'H

Kuaccuueckas BI'H (u cosib-Tepsiiomasi M He COJIb-TEPSHIOIIANA) — UMeEeT
BUPUWIM3MPYOINYI0O ¢opMy, T.e. THUICPHPOAYKUHUHA aAHIAPOIrCHOB
BbI3bIBACT Yy ICBOYCK HAPYLICHHE PA3BUTHUA ICHUTAJIMMA.

HenpaBuiibHO onpeaeasiercd MoJd 'y [JeBOYEK, T. €. ILIOAaM
ompeaeasieMbiM KaK MAJbYUKU (OHH MMEKWT TaKKe M HOPMAJIbHbIE
’KEHCKHE TeHUTAJUN) — TPpedyeTcs: XMpypruyeckas

KOppPEeKIHUs 1moJa.




l

i

FNUHMKK HE YBENOHW,
CTRYXTYDA HODMANBHAR

YBanuYen ONH ARYHNE

Y

¥

Vpoa;m Tacrocrepona (1),

aerMapoAnnanapocTepona (ANJA)
17-rvppoxcunporecreposa (17-0KMN)

Y

Mossawens ypoismn 7, OQr2A v 17-0KN

Y

NPpo6a ¢ QeKCAMETAIOHOM

Y

 J—

¥

Onyxons BMPMAMAREYOWAS

Mpota
OTPYLATENAMAR

Crypka=me acax
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Komnerepsan
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Camnpom

NCNAXMCTOIHBIX
ANUHAKOR
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i nauueHTa c
= BUPUIbHOW hopMOW
BpoxaeHHoro Al'C

* Ha CHMMKe nokasaHO NpoLoSfIbHOE ce4vyeHue npaBoro
Haano4Ye4yHMKka C pasfnM4YHOUN CTENEeHbl yBennyeHus
n3obpaxxeHnsi. KoHTyp HagrnodeyHnka oOBedeH u
nokasaHa rmcrorpaduyeckas oLeHKa 3XOCTPYKTYpbl.

OXOreHHOCTb

TKaHU

HEe WN3MEeHeHa, pa3mMepbl

ONdPPY3HO YBENMUYEHDI.
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 Hagno4ye4yHuku
CEI2GEE

3Ha4YNnTEeJIbHO YyBEIIMYEHblI B
rkaHnla  OTMEeYEeHa CTpeJ'IKaMI/I).

HagnodyeuyHuku
npn AIC y
nauneHTa 3 Mec.

pa3smepax
OT14yeTnNUBO

andodpepeHUmpyoTca MeaynnapHbIN U KOPKOBBIM CINOU TKaHU
HagnoydeyHuka (pasnuune 9XOreHHOCTU MeayrsapHoOro wu
KOPKOBOIo Cri0oEB ABMAETCA BapuaHTOM HOPMbl Yy OETeN B

BO3pacTe 40 roga).



17-OH-nporecTtepoH: NOporoBbie YPOBHU

* KoHueHTpaums 17-OH-nporectepoHa 3aBUCUT OT CpoKa
bepeMEHHOCTN — HEAOHOLLEHHbIE AETU UMEIOT Donee BbICOKUM
ypoBeHb 17-OH-nporectepoHa (3HayeHust garoTca B Hr/mn 17-

OH-nporectepoHa B CbIBOPOTKE KPOBW ):

OOHOLUEHHble  HeOoOHOLIEeHHble*

Hopma <22 <44
PetecT 22-44 44 -73
KoHcynbrauma Bpadya > 44 >73

*Bec<2000r;
MOXHO TaKXXe UCMosib3oBaTb U CPOK ODEPEMEHHOCTU B HEOENAX



17- OH-nporecTepoH pacnpepeneHuve y
HOBOPOXAEHHbIX
[NoHoLWeHHbIe, 4619 nnoaos

Distribution of 17-0HP values

Pulhtarm infants

8.5 5 7.5 10 12 15 18 R0 23 25 28 30 35 40 45 80 80 70 80
ng/mi serum 17-0HP




17- OH-nporecTtepoH pacnpepeneHuve y
HOBOPOXAEHHbIX
HepnoHoweHHbIe (153 nnopoB, < 33 HeA.)

Distribution of 17-0HP values

Premature fence
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6 5 7.5 10 12 78 18 EO 83 25 280 30 35 40 45 50 830 70 »O
ng/mk sarum 17-0HP




NleyeHune BI'H

* [OpMOHO3aMeCcTUTENbHaaA Tepanus .
— [ nrokokopTUKoMAabl

— MwuHepanokopTukouabl

« [leBoukam TpebyeTcsa xmpypruyeckas KoppeKkLus

NnoJia




HeoHaTanbHbIW CKPUHUHI METO4O0M
TMC

[TpumeHeHne TMC no3BONSAET BbIABNATh
OOHOBPEMEHHO B 0OgHOM 0bpasLe KpoBU HE MEHEE
20 3aboneBaHumn.

[TpumeHeHne TMC ana uenen nonynaunMoOHHOIO
CKPUHUHIa paclunpseT CcTaBuUT psad HOBbIX 3agad,
NMOCKOSIbKY A5 MHOrnx 3aboneBaHum,
BbIABNAEMbIX 3TUM MEeTOAO0M, 3(PPEKTUBHOE
neyeHve B HACTOsLLEee BpeMs OTCYTCTBYET.

C oOHON CTOPOHbLI, paHO MOCTaBfIEHHbLIN ANarHo3
n30aBnsaeT CEMbIO OT AONMMX U TPYAHbIX
auarHocTunyeckux npouenyp B oyayuiem. Cembs
OKa3blBaeTCs B cdhepe MeanKko-reHETUYECKOM
NOMOLLIM C BO3MOXHOCTbIO NpeHaTanibHOU
OWarHoCTUKK Npu nocrneayrwmx 0epeMeHHOCTAX.
PaHHAY OnarHoCTUKa Takux CQCTOFIHI/IVI, BO3MOXXHO,



bnarogapto 3a BHUMaHue



