I'emeTuxka. Bo3zaMo>XXHOCTU AMATHOCTUKHA

MYKOBHUCIHAO032 B ycAOBuAX PP (mHunmarusa PAH

1 MTHII)

Euerna Hearnosra Kondpamvesa,

HayuHo-Kaunuyeckutl omoen myxosucynuoosa OPI'bHY «MIHIL Iy




| lokazanusa Kk MEAMKO-TEHETUIECKOMY

KOHCYAI)TI/IP OBAHUIO

* HacneacteBeHHOe 3ab0/1eBaHMe B ceMbe

* HebnaronpuAaTHOe TevyeHne bepeMeHHOCTH

* [TOBTOPHbIE CMNOHTaHHbIE abOPTbl, MEPTBOPOXKAECHUA
* BAM3KopoOACTBEHHbIE Bpaku

® Bo3pacT matepu cTapLue 35 /1eT, BO3pacT OTua

* PoxgeHue pebeHKa C BpOXKAEeHHbIMU MOPOKaMK
pa3BUTHA (MHOYKEeCTBEHHBIMU U U30/IMPOBAHHbBIMMU)

* 3ageprkKa/onepexkeHne pUsn4YeCcKoro pasBUTHA npe-
M MOCTHaTa/IbHasA

° 3agep)kKa TEMMOB NCMXO-MOTOPHOrO Pa3BUTHA,
yTpaTa paHee npuobpeTeHHbIX HaBbIKOB

BHe3anHoe yxygLieHune coCTOoAHUA pebeHKa (pBOTa,
CYAOPOKHbI CUHAPOM, MOTEPA CO3HAHMA,
HapyLLEeHMe MO3roBOro KpoBOOOpaLLeHUs)

Heobbl4HbIM 3anax OT Tena, BO/10C, OMOA0rnieckmnx
XUAKOCTEN

MbiweYyHanA Clla6OCTb, MbllLI€YHaA TMNOTOHNA

HapyLueHne nMrmeHTaumm KOXu




PazpaboTka MB AmarHoctmyaecknx T€CTOB U KPpUTEPHUN

[ ToroBwiit Tect
Gibson & Cook




Tectsl Amarmsoctuku MB

[ loToBbIN TECT
Gibson & Cook

PasHOCTh HA3AABHBIX ITOTEHITUAAOB
Knowles, Gatzy, Boucher

1983




[ loToBbIN TECT
Gibson & Cook

Tectsl Amarmsoctuku MB

PaszHocTh HA3AABHBIX ITOTEHITUAAOB

Knowles, Gatzy, Boucher

Riordan et al.

T'er CFTR ‘

1989
Identification of the Cystic Fibrosis Gene:

Cloning and Characterization of
Complementary DNA

JoHN R. R10RDAN, JOHANNA M. ROMMENS, BAT-sHEVA KEREM, NOA ALON,
RICHARD ROZMAHEL,ZBYSZKO GRZELCZAK, JULIAN ZIELENSKI, S1 LOK,
NATASA Pravsic, JIA-LING CHOu, MITCHELL L. DRUMM, MICHAEL C. IANNUZZI,
Francis S. CoLLiNs, LAp-CHEE Tsul




Tecter Amaraoctuku MB

IToToBbma Tect Pa3zHOCTb KHUITTIEYHBIX ITOTEHITUAAOB

Gibson & Cook Veeze et al.

Pa3HOCTh HA3AABHBIX ITOTEHITHAAAOB
Knowles, Gatzy, Boucher

T'er CFTR ‘

Riordan et al.




[ loToBbIN TECT
Gibson & Cook

Tecter Amaraoctuku MB

Pa3HOCTh KHUITIEYHBIX ITOTEHITUAAOB

Veeze et al.

Pa3HOCTh HA3AABHBIX ITOTEHITHAAAOB
Knowles, Gatzy, Boucher

VPT HeoHaTaABHBIN CKPHHUHT

Vol. 325 No. 11

Hammond et al.

I'ew CFTR

Riordan et al.

1991

1989

TRYPSINOGEN ASSAY FOR CYSTIC FIBROSIS SCREENING — HAMMOND ET AL. 769

EFFICACY OF STATEWIDE NEONATAL SCREENING FOR CYSTIC FIBROSIS BY ASSAY OF
TRYPSINOGEN CONCENTRATIONS

Kerrw B. Hammonp, M.S., Steven H. Asman, M.D., RoNaLp J. Sokor, M.D., aNp FrRANK J. Accurso, M.D.

Ab B: d. To the feasibility and
efficacy of measuring immunoreactive trypsinogen in
blood to screen for cystic fibrosis, we performed this test in
279,399 newborns in Colorado from 1982 to 1987.

Immu ive trypsinogen was measured
in dried blood spots when the infants were 1 to 4 days old;
if the level was elevated (=140 png per liter), the measure-
ment was repeated (mean age, 38 days); if the level was
again elevated, sweat testing was performed (mean age,
49 days). For the second test, two cutoff levels (120 and
80 ug per liter) were evaluated.

Results. We found an incidence of cystic fibrosis of
1 in 3827 (0.26 per 1000), with 3.2 newborns per 1000
requiring repeat measurement. When adjusted for race
and compliance with testing, the incidence among the
white infants (1 in 2521) was close to the expected inci-
dence. The false positive rate with the initial cutoff level
(92.2 percent) was similar to the rate found in neonatal
i for other di False negative re-

sults d of y error or in
procedure (three infants) and trypsinogen concentrations
lower than the initial cutoff level (three infants) or lower
than the remeasurement cutoff level of 120 ug per liter
(one infant). Sweat tests were negative in 168 infants with
an elevated initial trypsinogen level but a level below 80
g per liter on remeasurement, confirming the value of 80
g per liter as an appropriate cutoff for repeat-test results.
Overall, 95.2 percent of the infants with cystic fibrosis (95
percent confidence interval, 85 to 99 percent) who did not
have meconium ileus could be identified with the use of a
trypsinogen cutoff level of 140 ng per liter on initial testing
and 80 ug per liter on repeat testing.

Conclusions. Statewide screening for cystic fibrosis
based on of immt trypsi
in dried blood spots is feasible and can be implemented
with acceptable rates of repeat testing and false posi-
tive and false negative results. (N Engl J Med 1991; 325:
769-74.)




KonceHncyc o amarnocruke MB-spemennas 1rkaa

Awmepurauckuit poua MB (CFF)

KOHCCHCYC IIO0 AUATHOCTHUKE
Rosenstein et al.

. o , o ~ » C .
The dlagn051s of cystic fibrosis: A consensus Kpurepum amarsoctikn 1998:

* Denorunmueckue xapakrepuctuxku, MB y
statement L ’

pOACTBCHHIIKOB AN HO1\O}KHT€1’\beIﬁ
Beryl J. Rosenatein, 1D, and Garry R. Cutting, D, for the Cystic Fibrosts Foundation Consensus Panel & HEOHATAABLIBII CKPHHHHT

* AabopaTOpHOE IOATBEPIKACHIE MYTAIIUN

1 99 8 CFTR: morossrit tect Cl- > 60mmol/1

*uAn: oupeaeAaerue myraruii B reare CFTR

*UAU: paSHOCTb HAa32aAbHBIX ITOTCHITUAAOB,

PasHoCTh HA32AABHBIX ITOTEHIIMAAOB Pa3sHOCTh KHUIITEIHBIX ITOTECHITTAAOB
Knowles, Gatzy, Boucher Veeze et al.

I'er CFTR

IToToBBIN TECT NPT HeonaTaAbHBEIN CKPUHIHT
. Riordan et al.
Gibson & Cook Hammond et al.

1959 1989




Koncencyc o aonarnocruke MB-ppemenHas mixkasa

Awmepuxauckuii poua MB (CFF)-korncencyc 1o aAmaraoctuke

Rosenstein et al.

’ Cystic .ﬁbl'OSIS.: . EBporerickoe obimectso 110 mykoBucuA03y (ECES) aaropurm amarsocruku
terminology and diagnostic algorithms De Boeck et al.

| Knunmueckoe nogospenme ‘

!
De Boeck K!, Wilschanski M?, Castellani C°, Taylor e 2006 | b |

Cuppens H’, Dodge I°, Sinaasappel M’ i 060 bl

<30 mmol/L

v
>60 mmol/L

1 [ [
<30 mmol/L 30-60 mmol/L >60 mmol/L
'

CFTR AHK rect v
PasHocTh HA32ABHBIX ITOTEHITMAAOB Pa3sHOCTD KHIITEYHBIX OTEHIIUAAOB —L EW

I(IlOWICS, Gatzy, Bouchcr Veeze et al‘ Omyrauwit  1-2 MyTauuu
UHAdECKaR NPOBEDKE

IToToBBIN TECT
Gibson & Cook

NPT HeonaTaAbHBEIN CKPUHIHT

Hammond et al.

Riordan et al.

I'eu CFTR ‘ ‘

1959 1989




Koucencyc 1o amarsocruke MB-Bpemennas 1mrkasa

Pesynsrar HeonaransHoro cipsa va ME: Bospacr ‘ Awmepuxauckuit poua MB (CFF)-konceHcyc 1o Amaraoctuke ‘

MonoxurensHbwi UPT/AHK wnn UPTIMPT 5-14 aHewn

WHcopmupoBatme poauTenen

Rosenstein et al.

2 Hepenu

Forome roc Anmepukanckuii pous MB (CFF)-koHceHCyC 110 AHATHOCTHKE, BKAIOYAS

2-4 Hepenu

L] } HEOHATAABHBII CKPHHIHT
260 mmol/L 30-59 mmol/L <29 mmol/L Farrell et al.

l J/_z MyTauun F"NWFHH“ AanHbIX
VUcxoasi:

Esporreiickoe obrectso 1o mykosuciinaosy (ECES)

l AATOPUTM AHATHOCTHKA
Habniopenve B ueHTpe MB: 1-2 mecsiua
.Axanus IHK B cnyyae UPTMPT .C ucnonb3oBaH1eM MeToaa De BOCCk et 211.
.KnuHuyeckune uccneposaHus yacTbix myTaumin CFTR
.Havano Ha TecTbl

noanepxaHue 3nOpoBbA

.I'Ipaaeplenue noToBOro recrtay 2 OO 6
POACTBEHHUKOB 2 O 0 8
TMOBTOPHBIN NOTOBBIA 2.6 mecsua
TecTt

Pasnocts HAa32ABHBIX IIOTCHITAAOB Pa3zHocTh KHUITTEYHBIX ITOTEHITUAAOB
Knowles, Gatzy, Boucher

Veeze et al.

Gibson & Cook Riordan et al.

Hammond et al.

IToToBBIN TECT I'en CFTR ‘ ‘ NPT HeonaTaAbHBIN CKPUHIHT

1959 1989




Kpurepun amarnoctuku MB

A S N O VR [Tortossrit Tect 2x Cl- > 60 mmol/]

2 mytaruu rega CFTR, mpuBoasmne

poactBeHHUKN ¢ MB
MB

uiu

5 o R in 1998
ITIOAOKHUTCABHBIM HCOHATAABHBIN CFTR q)YHKHI/IH osenstein
De Boeck 2006

CKDUHUHT
P TurmmaHag AA9 MB L iohos

Castellani 2008

Mayell 2009




eq;s Espomnerickoe oOmrectso 1o mykoBucnuao3y (ECES)

Pexommenaarum o anaraocruke (2000)

| Knunuueckoe nogospeHune I

]

| MoToebii Tect |

|

25 m*mo,,L 30-60 :lnmoI/L 60 mr*rol/L OCCASIONAL REVIEW

Cystic fibrosis: terminclogy and diagnostic algorithms

| MOBTOPHbIA NOTOBbIY TECT |

| KDeEoedgMWlsdunleGustelmCl?br,Hprem,JDodge,
il _— r‘,’;mo, " i M Snoosoppel, on behdf of the Diognosfic Working Growp

CFTR AHK Tecr ¥
R

v v
0 Mtrauuﬁ 1 myTauus 2 myTauumn — O CHOBHLIe HOAO)I(eHHﬂ:

0 myTaumn 1-2 MyTaumm -

MHWYECKaR NPOBEPKa
0

KOHCYALTaUMA

e IToroBsrit Tecrt: IIOTPAHUIHDBIC 3HAYCHUS

nabopatopun

% P SR { Cl-30-60 mmol/1

I Wccnegosanne mytauuin reqa CFTR |
! reteporeHHocTs MB?
+ v ‘ JIOXHBIA+NOTOBSIN TECT?
uin vl un

l»OMy‘rau 1 myTayy 2 myTauy —l
HeokoHyaTenbHbIn
' HaboAehie B tesipe Ha3aAbHBIX ITOTCHITHMAAOB; YKa3bIBACTCA

PCKOMMCHAYCTCH HU3MEPCHUEC PASHOCTHU

p2l3HOCTb KHITICYHBIX ITOTCHIITMAAOB

ANbTEPHATUBHbIE BUAb! AMArHOCTUKN
Heobxogumble UccnegoBaHma u
HabnogeHua

[Torpanmynasn kareropus:
AUCYHKITIA /HexkAaaccmaeckuit MB

OucdoyHkuma CFTR




AMEPHUKAHCKAI (POHA (CFF) Pekommenaarium o amaraoctuke (2008)

Guidelines for Diagnosis of Cystic Fibrosis in Newborns through Older
Adults: Cystic Fibrosis Foundation Consensus Report

PHILIP M. FARRELL, MD, PHD, BERYL |. ROSENSTEIN, MD, TERRY B. WHITE, PHD, FRANK ]. ACCURSO, MD, CARLO CASTELLANI, MD,
GARRY R. CUTTING, MD, PeTER R DURE, MD, FRCP, Vicky A. LEGRYS, DRA, CLS, JoHN Massie, MBBS, FRACP, PHD,
RICHARD B. PARAD, MD, MPH, MICHAEL |. Rock, MD, AND PRESTON W. CAMPBELL, lIl, MD

PesynbraT HeoHaTanbHOro ckpuHuHra Ha MB: Bospact

1| n UPT/IOHK WPTIUPT Z

WHdopmupoBaHue poauTenen
2 Hepenu

[OuardHocTuka B LueHTpe MB:

\ 2-4 Hepenun

! ! }

260 mmol/L 30-59 mmol/L £29 mmol/L

i rw’rﬂmu FuymuunrrﬂHKmmun
Wcxonbi:

pEr—

| ||

Habnionenue B ueHTpe MB: Ananus IHK 1-2 mecsila
.Ananus JHK B cniyyae UPTIUPT .C ucnonb3oBaHueM Metoaa

.KnuHuyeckue nccnenosaHus yacTbix MyTtauun CFTR

.Hayano tepanuu, HanpaBneHHoe Ha -lononHuTenbHbie TeCTbl

.NpoBeneHue notosoro Tectay
POACTBEHHUKOB

noanepxaHve 300poBbs I

lMoBTOpPHbII NOTOBbIN 2-6 MecsiLa
TecT

OCHOBHBIE ITIOAOKECHUS:

[ToTossrit TecT: morpanmynsle 3HageHu:A Cl-

40-60 mmol/1

VKasplBaeTC U3MEPEHNE PA3HOCTH HA3AABHBIX
[IOTEHIIUAAOB/ PABHOCTD KHUIIICIHBIX
[TOTEHIIMAAOB HE MCIIOAB3YETCS

ITor paHHqHaH KaTer OpI/I}IZ HCOHPCACACHHBII;'I

Anaraos MB

Farrell et al., J Pediatr 2008




(OCHOBHBIE AOKYMECHTBI

MyYKOBUCLUMNAOO3

PerucTp 60nbHbIX MyKOBUCLINA030M
B Poccuiickon depepauun. 2015 roa.

n
5

.@
AL

O6uiepoccuiickan 06LLeCTBEHHas OpraHu3aumsa
«Poccuiickas accoumaums Aisi 60/1IbHbIX MyKOBUCLIMA030M»
1 Poccuiickoe pecnupatopHoe o6LIecTBO

Poccuiickoe o611ecTEO MeAULIMHCKUX FEHETUKOB
Poccuiickoe pecnmpatopHoe obuectso
Coios neguatpos Poccun

Obwepoccuiickan obujecTBeHHas opraHusayus
«Bcepoccuiickan accouunauusa ans 60/1bHbIX MyKOBUCLIUA03OM»

HauMoHanbHbIA KOHCEHCYC

«MyKoBuCUMAO3: onpeaeneHue,
AVarHocTUYecKne Kputepum, Tepanmsa»

KoopauHartopbi:

E.W. Kongpartbesa, H.I0. Kawmnpckas, H.U. Kanpaxos

Mocksa
2016




MyKOBHCITHAO3- PEIIECCUBHOE 3a00AEBAHIIE
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Buapr myranmi

*B macrosmee spemsa ussectHsl 2019 myrammmn

°[Io cocrosumro Ha 17 mapta 2017 roaa gHa BeO-catite CFTR2 annoTHpyemas
322 BapuaHTa:

* CF-xamamaeckn 3Haunmele Mytarmn: 281
. BapI/IaHTbI PA3AMYHOIO KAMHHUYECKOIO 3HAYECHUA: 21
e He cBszagapie ¢ 3a00AeBagueM: 12

. BapI/IaHTbI HEU3BECTHOI'O 3HAYECHUA: 8




2011-2015rr

I'enmeTnueckoe nccaeAoBaHme OXBar, %o 87,5 87,7 88,2
AOAA BBIABA€HHBIX MyTaruii, %o* 79,1 79,5 81,9
— AB€ BBIABACHHBIE MyTaIuu, %o* 66.1 66.5 70.4

b b b

— Y *
OAH2A BBIABACHHAA MyTaIlHA, Yo 25,9 25,2 23,1

— 00e MyTanmu He BBIABAEHBI, Yo*
8,0 8,3 6,5

F508del / F508del,%o*
F508del / meF508del, %*
neF508del / ueF508del, %*
F508del, aaaeabHas uacrora, %* 24,3
CFTRdele2,3, assaeapnas yacrora, %* 52,21 51,53 51,67
E92K, asaeapHasa yacroTa, %o* 5,94 5,93 5,68

30,0 29.1 27,8
45,7 46,7 47,6
24,2 25.6

2,58 2,62 2,43




F508del 51,67 CFTRdele2,3 5,68 E92K 243
3849+10kbC>T 210 5 2143delT 1,90 6 W1282X 1,82

7 2184insA 1,80 8 N1303K 1,35 9 1677delTA 1,29
10 G542X 1,18 11 1.138ins 1,07 12 394delT'T 0,82
13 R334W 0,80 14 3821delT 0,45 15 $1196X 0,33
16 2789+5G>A 0,33 17 3272-16T>A 0,31 18 W1282R 0,29
19 3944delGT 0,29 20 S466X* 0,27 21 R1066C 0,26
22 .1243-1247del 0,22 23 R553X 0,18 24 712-1G>T 0,16
25 3849G>A 0,16 26 621+1G>T 0,16 27 9451, 0,12
28 4015del A 0,12 29 S1159F 0,10 30 R1162X 0,10
31 CFTRdup 6b-10 0,10 32 R347P 0,10 33 1.1335P 0,10
34 W1310X 0,10 35 1898+1G>A 0,10 36 G85F 0,10
37 E217G 0,08 38 S1159P 0,08 39 1716+1G>A 0,08
40 R1158X 0,08 41 1898+1G>C 0,08 42 QISR 0,08
43 3659delC 0,06 44 1248+1G>A 0,06 45 R785X 0,06
46 1506T 0,06 47 R114H 0,06 48 604insA 0,06
49 4428insGA 0,06 50 D1152H 0,06 51 Y84X 0,06
52 1898+2T>C 0,06 53 4382delA 0,06 54 CFTRdel4-11 0,06
55 R75X 0,04 56 624delT 0,04 57 3085-3088delTTGA 0,04
58 681delC 0,04 59 D579Y 0,04 60 Y569H 0,04
61 Q493R 0,04 62 A9GE 0,04 63 4022insT 0,04
64 R792X 0,04 65 2183AA>G 0,04 66 CPTRdele8 0,04
67 D110H 0,04 68 175delC 0,04 69 2184delA 0,04

70 574delA 0,04 71 pI1328K 0,04 72 K5981ns 0,02
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91
94
97
100
103
106

109
112

115
118
121
124

127
130

133
136

139
142

145
148
151

A ™ A

p.E1433G

W401X
c.1580dupA
1717-1G>A

1.1093P

G551D

L812X

Q1412X
G480S
G461E

CFTRdele2-8
296+1G>T
Q359K-T360K

E403D
4095+1G>T

p-W361X
P205S
c.1219delG
324delC
2114delT
1027delG
2043delG

~ Sy~ 1 1 7)1

0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02

raaYal

92
95
98
101
104
107

110
113

116
119
122
125

128
131

134
137

140
143

146
149
152

A = -

Q290X
4005+1G>A
L568F
1525-1G>A
R851X
W19G
¢.3532-3535dup

CFTRdele19-22
3272-11A>G

TG6041
E92A
c1679+1G>T
pI530T

p.F10781
S549N

Q1476X
CFTRdele1-11
541del4
4040del A
4025delG
3321delG
1680-1G>C

™~~~ 1 17

0,02
0,02
0,02
0,03
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02

o aYal

93
96
99
102
105
108

111
114

117
120
123
126

129
132

135
138

141
144

147
150
153

A ™~ 7

L863R
185+1G>T
P988R
K1468R
R709X
3272-26A>G
4005+1G>T

D572N
4374+1G>A
Y1032C
G1249E.
R1102X
2790-2A>G
p.Q1038X
Y569D
406-1G>A
p.T1036N
.869+2T>G
3791delC
3457delA
1366delG
663delT

INT VT 1 1 A O NN

0 02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,03
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02
0,02

raraYal



Aaroputm AHK-Anaraoctukn

*TapreTHBIN AaHAANS3

(ITOMCK YACTBIX MYTAITIH)
* Poccutiickad maHEAb YaCTBIX MyTAITUM I'eHa
CFIR coaepxut 30 Mmyrarimi
* CymmapHas AoAs MyTanuit coctaBasgeT 80%o
OT OOIIIETO YNCAA MYTAHTHBIX AAACACACH
rena CFTR, Bcrpevgarormuxcsa y OOABHBIX

MykoBHCITHAO30M Poccun

* CexkBEHHPOBAHUE TE€HA CFIR

* BrkArO9as KOAUPYIOIIINE U PEIYAATOPHBIC
OOAACTH T'€HA

* Yacrora BeIABA€HUA MyTamuit 98,7%o

TACTGCUTAGTCGGCGTTCGCCTTAA




[ larmmenT 1 ero cemps




3HauveHnwue /\

HK-AMArHOCTHUKU AAA ITAIIMEHTA

o HOATBCP}KA,CHI/IC AHMATHO34

o OHPCACACHI/IC IIPOTHO32

TeUdeHUS 3200AEBAHMIS

* HoBbIe BOSMOKHOCTH Teparnu




CFTR I MOAYMTOPI)I IToreHIIIaTOpPHI — MUIIIEHBIO AAHHBIX IIPEMAPATOB ABAAFOTCA

MoAekyArl MyTaHTHOTO OeAka CEFTR, pacrioaararornuecs B
aIIMKAABHOI MeMOpane. AefCTBHE HOTEHITNATOPOB HAIIPABACHO HA
BOCCTAHOBACHHE (AKTHUBAIINIO) (DYHKIIMH MOHHOIO KaHAAA,

[T —— obpasoBarHOro myrauTHbeM OeAkoM CFTR (myrarmu III-IV

WA xaaccoB) - Termcrum; Kaanaeko (VX-770).

ClassV1 -~

¥ Accelerated \
4 turnover
‘@ ‘1 KoppeKTopbl — A€KaPCTBEHHEBIEC CPEACTBA, ITO3BOASAFOIIIIE
: myTarTHOMY OeAKy CFTR mpoiitu dyepes cucremy

A00RANARARS

iy \\

BHYTPHUKACTOYHOTO KAYE€CTBEHHOI'O KOHTPOAS H 3aHATH IIPABUABHOE
PACITIOAOKEHHE Ha AIIMKAABHOIN MeMOpaHne (myranuu II kaacca) - 4-
dennabyrupar/reauctun; anasor cuspeHadpura-KM11060;
Kypkymmr; VX-809.

BerrrectBa, ciocOOCTBYFOIIINIE IIPOYNTHIBAHUIO» CTOI-KOAOHOB
B CFTR-mRNA 1 mpeAOTBpAIIIEHUIO IIPEKACBPEMEHHOMN

TEPMHHAIINHI CHHTE32 MOACKYABL OC€AKA, UCITOAB3YIOTCA IIPU
A€YEHHUH IAITMEHTOB, UMEIOIIINX HOHCEHC-MyTAIIuH (MyTaruy |
KAACCA).




Kananaeckne nccaeaoBanus 1o MykoBucrimao3zy ( 01.06.20106)

CEFTR moayAfTOpEL
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AHK-AMarHocTuka B JKU3HU CEMBU

* AAf poAanTEAEH peOEHKA:

* [Iporaos moromcrsa

* Bo3aMOKHOCTP TpEHATAABHON AMATHOCTHUKH

* llcmoab3oBanme penpoAyKTHBHBIX TexHOAOTHH (DKO)

* AAs OpaTbeB, CECTEP U APYTUX POACTBEHHHUKOB

* BericHenme cratyca HOCHTEAS MYyTallHI
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Pa3paboTkn HayIHO-KAMHIYECKOTO OTAeAA MyKoBHCIAO3a PI'BHY « MI'HLIy n
otaeaeHns mykoBucrupao3a I bY3 MO «MO KALLA» T03BOASFOT OIIPEAEAUTD TAKTHKY
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I'er CFTR n pertmauBupyrommii (MAU XpOHUYECKHUI) IIAHKPEATUT

[TaHKpeaTUT MOXKET ObITb 0OYCNOBMEH MyTaUUSAMN B PSOE MrEHOB N BCTPEYaTbCA KaK y
nogen 6e3 MB, Tak n Ha ero oHe.

MyTtauumn B reHe CFTR BcTpevatoTcsa y 32-48% O0NbHbIX C XPOHNYECKNM
NaHKpPeaTUTOM C ayTOCOMHO-PELECCUBHbLIN TUNOM HacnegosaHna ny 10-15%
60NbHbLIX MB ¢ coxpaHHON ddyHKUMEN NOOXKENYOO0YHOWN XXENESbI.

BonbHbie MB ¢ «MArkumun» mytaumamm vaile MMeEKOT NaHKpeaTuT.

[Tomumo myTauum B reHe CFTR npn naHkpeaTtuTe BCTpevaroTca MyTauum B reHax
SPINK1 (nHrnébutop cepuHoBoi npoTeasbl, TN Kasan 1; serine protease inhibitor,
Kazal type 1),

PRSS1 (kaTMOHHbIN TPUMNCUHOTEH),

A1AT (a1-aHTUTPUNCKH).

[MpeononaratoT BO3MOXXHOCTb OUreHHOro Hacsie4oBaHNA NaHKpeaTmuTa: 4acTo y
NauneHTOB C NAaHKPeaTUTOM OBHapy>XMBaKOT reTepPoO3NroTHOE HOCUTENBLCTBO MyTaUUn B
reHax CFTR n PRSS1 unu SPINK1




Kyaa oOparmmatece :

* 3a HaIpaBACHUEM HA TEHETHUIECKYIO AHATHOCTHKY - B OTACACHHE

mykosucriao3a [ BY3 MO «MOKALLAy»

* Aasa nposeaerns AHK AmarHOCTHKE I T€HETHYECKOTO KOHCYABTHPOBAHHUS -
B PI'BHY "Meauko-renernaecknii HAyIHBIH IIEHTD'

[Toankamamdaeckoe otaeaenue, 115478, Mocksa, ya. MockBopeube
A.1. www.med-gen.ru, Tea. 8 (495)111-03-03




3a HaHpaBAeHI/K?M Ha 'CHCTUYCCKYIO AMATHOCTHRY - B OTACACHIC

mykoBucIA03a | BY3 MO «MOKALLAY

ITpaBuAa 3aIMCH HA KOHCVABTATUBHBIN IIPHUEM U B AHEBHOU CTAIIMOHAD B OTAeAeHHEe MyKoBucCImAo3a I'BY3 MO «MO

* Yacer padboter otacaeHus ¢ 9 Ao 18 wacos. Teaedon perucrparypsr: Tea.8 (495) 587-33-66. Hacer 3amucu Ha mpuem ¢ 9.00 ao 15.00.

o HPI/ICM ITAITICHTOB IIPOU3BOAUTHCA COTAACHO MI/IKpO(bAOpC ABIXaTCABHOI'O TpaKTa. HpI/I 3aI1rCH1 HCO6XOAI/IMO Ha3BATb AATYy ITOCACAHCTO
6aKT€pI/IOAOFI/I"ICCKOFO AHAAM3a 1 CI'O PE3YAbTAT, 4 TAKKC UMCTDb B PACIICHATAHHOM BUAC HA IIPHCM. Amnaans AOAKCH OBITh CA2H 3a 2 HCACAHU AO IIpHMCMA B

OAHOH 13 ABYX OAKTEPHOAOTHYECKUX AaOOpaTOpuii I. MOCKBBL:
1. I'Kb Nel5 um. O.M. ®uaartosa, yA. Bemnsakosckas 23, Oakreprosorudeckas aadboparopus, TeA. 8 (495) 375 12 24

2. HaygaHO-1MCCACAOBATEABCKHII HHCTHTYT SIMHACMHOAOTHI X MHKPOOHOAOTHH UMEHH ITo4yeTHOro akaaemuka H.®.I'amaren Poccuiickon akaaemmn
MEAHUITHHCKHIX HAYK, AADOPATOPHA MOACKYAAPHOH SIIMACMHOAOTHH TOCIINTAABHBIX HH@eKInI (aapec: yaura ['amasen 18, tea. 8 (499) 193 55 94, 8 (903)

536 62 37)

AAA IPpUKpENIACHUA K IIEHTPY HEOOXOANMO:

1. IToAyauTs B moAukAnHIKE HanpaBAeHue 1o dpopme 057y B oraeaenne mykosucrnaoza 'bY3 MO «MOKALLA» o aapecy: MO, r. Mrrurmm, yA.
Komunrepna, A.24a, crp.1. B HanpaBAeHnNI AOAKHO OBITH YKa3aHO: AASl KOHCYABTAIINN, AMHAMIYIECKOTO HAOAFOACHHSA, OOCACAOBAHIA U ACUCHU.
O0sA3aTEABHO HAAUYIHE AATBI, IIOAIIICEH, TIeUaTEH.

2. ITpeaocTaBUTh KOIIMU AOKYMEHTOB: IIACIIOPT POAUTEAA, CBUACTEABCTBO O POKACHUHU PEOCHKA, CTPAXOBOI ITOAHC peOeHKa (ECAM ITOANC B BUAC
ITIAACTHKOBOH KapTHI, TO HEOOXOAMMO COIPOBOAHTEABHOE ITUCbMO CTPAXOBOI KOMITAHUHU C AaToi rmoAydenns nmoanca), CHMAC, cipaska 06
MHBAAUAHOCTH (IIPU HAAMYNN), TIOCACAHAA BBIITICKA U3 CTAITHOHAPA HAU aMOYAATOPHOIO IIPUEMA B IIEHTPE MYKOBUCITHAO34, 4 AASl ACTEH, KOTOPBIM

HCO6XOAI/IMO HUCKAIOYUTH UAU ITIOATBCPAUTE MYKOBHUCIITHAO3 - BBIIIMCKA 13 aM6yAaTOpHOI>‘I KapTbl, CIIPABKYy O IIPUBUBKAX, COCKOO Ha 3HTCpO6I/I03 1 KaA Ha

SIFI1A TAVICTOB.
31




Kyaa oopamarscs:

ans ipoBeaernss AHK AmarHOCTHKN ¥ reHETHIECKOTO KOHCYABTHPOBAHUSA

* Baare manpasaenme 8 MI'HII B otaeaenun mykosucupaosza I'bY3 MO
«MOKALILA»

* 3ammucareca gHa npuem B PI'BHY "Meanko-renerudeckuii HayIHbIN HIEHTP' |
[Toauxkamamdaeckoe otaeaenune, 115478, Mocksa, ya. MockBopeune
A.1l. www.med-gen.ru, Tea. 8 (495)111-03-03 ( uerBepr — [11abaroBa Auans
AOpaMOBHa)

* Ilpu HeooxoAMMOcCTH cexkBeHupoBanusa reHa CHTR oraeaeHne MykoBHCIIIAO32
I'BY3 MO «-MOKALIA» caeAaeT KOHCHUARYM CIIEITHAAMCTOB.




3200p KpoBH Ha /\

K AmarsocTuky — 1 pas

* He myxHa IOATOTOBKA.

* B oraeAeHHH MYKOBHCIIHAO32 AO

16.00.

* B moaukamauke MI'HII ao 13.00.

* KoAnm4yecTBO MUHUMAABHO A MA.

° [lammenT, poARTEAH, OPAThA M CECTPEI




Baxxmaa nadopmanusa AAd pOAUTEAEH:

* B menTpe MyKOBHCIIHAO3a IIPOBOAUTCS AMATHOCTUKA U A€YE€HUE 3200AEBAHHS B PAMKaX KOHCYABTAITIH
AU AHEBHOTO CTAITHOHApPa U C k5 AHBAPA —CyTOYHOTO Hp€6bIBaHI/I}I.

* OpraHu30BaHO OOCAEAOBAHHE HOBOPOKACHHBIX ITO IIPOIPaMME HEOHATAABHOI'O CKPHUHUHIA, ACTEH
AFOOOTO BO3pacTa M3 TPYIII PHUCKA IO HAIIPABACHUIO YIACTKOBBIX IIEAHATPOB, Y3KAX CIIEITHAAUCTOB.

® IToroBbI€ MPOOBI IPOBOAATCH C IIPUMEHEHHUEM TPEX COBPEMEHHBIX METOAUK ITO OIIPEACACHHIO
IIPOBOAUMOCTH ITOTA Ha armaparax - HamoaaxTt, MakpoAakT 1 MOAMMUAIITMPOBAHHBIN KAACCHYIECKUN
MeToA. KoHCHANYMBI CIIEUAANCTOB LIEHTPa IIPOBOAATCA 1 pa3 B HEACAFO

* KoHCyABTAITHT AMETOAOTA, KHHE3UOTEPAIIEBTA IIPOBOAATCSA ITO IIPEABAPUTEABHOM 3AITHACH.
. )

Paboraer ropa4as AMMHHWA 110 BCEM BOIIPOCAM, CBA3AHHBIM C AHATHOCTHUKOM, OOCACAOBAHUEM U

ACYCHHCM.

Teaedon ropaueit amanm 8-495-228-33-88 (ma-rr 10:00-14:00)




