)k UNIVERSITY
/7 Knh\ W‘C Medical Center

«MNMEPBUYHbIE UMMYHOOE®PULNTBI B KASAXCTAHE.
NMPOBJIEMbl AUATHOCTUKU U PAHHEIO BbIABJIEHUSA NAULWEHTOB C
HACNEAOCTBEHHBIM AHTMOHEBPOTUYECKUM OTEKOM»

KOB3EJIb EJIEHA ®EJOPOBHA,

MPEOCEOATEJIb ACCOUMALIM NMMYHOJ10I OB

KA3AXCKOIo OBLLECTBA UMMYHOOE®ULINTOB, O.M.H.,

3ABEAYIOLASA OTAENOM KJIMHUYECKOW NMMYHOIOT NI, AJIIEPTOJIOT A N NYIbMOHOJIOT NN K®
PECMYBJINKAHCKUW OUATHOCTUYECKWIA LIEHTP «MEDICAL UNIVERSITY CENTER» HASAPEAEB YHVWBEPCUTETA

H¥p_C¥ﬂmaH‘ 12 Mapma 2020 C-ANPROM/KZ//0157




KoHAnkT
NHTEepecoB

YYacTBYIO B Hay4YHbIX M 06pa3oBaTe/ibHbIX MEPONPUATUSX, OPraHN30BaHHbLIX KOMMAHUAMMN:
«Takefa». KOHGAMKTa MHTEPECOB HeET.

Hactoawmit goknan npeacrasnieH npy nogaepyke komnaHum TOO "Takepa KasaxcraH«.
(050040, r AnMartel, yn. LUawknHa 44, Ten. +7 727 2444004).



mBce nepBMYyHbIE MMMYHOOEDULNTHbIE
COCTOSAHNS BXOOAT B CMINCOK OPpMaHHbIX
3aboneBaHnM



OnpepeneHue

B [epBUYHbIE UMMYHOAEDULNTLI - 3TO 0BLLIMPHAA rpynna TAXXenblX,
reHeTU4YeCKn AeTEPMNHUPOBAHHbLIX 3aboneBaHN, BbiI3BaHHbIX
HeobpaTMMbIM HapyLUEHNEM OQHOI0 NN HECKOJIbKNX 3BEHLEBR
NMMYHUTETA.



VMEETCHA 10 350 PASHOBWAHOCTEW FrEHETUYECKOIO

NEDEKTA, SATPATNBAIOLLNX ®YHKLINKO MMMYHHOW CUCTEMbI

PacnpocTtpaHeHHoCcTb oT 1:1000000 ao 1:400
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Ecard C et al. Primary Immunodeficiency Diseases: an Update on the Classification from the International Union of Immunological Societies Expert Committee for Primary Immunodeficiency 2015. J Clin Immunol. 2015 Nov:35(8)
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VimmyHogedhununTbl €
NpPeuMyLLECTBEHHOW
He[0CTaTOMHOCTLHO
aHTUTEN

KoM6UHMpoBaHHbIe
UMMYHOAEULNTI

HacneactBeHHas runoraMmmariotynmHeMums rpynna bonesHun Kkposwu, D80

HecewmeiiHasa runorammarnobyimHemus
[edonuunt TsHxenenom mo-Lenmn

Nam6épa 5 pedomymt

Ig anba gedouumnt

Ig 6eTa gecomumt

BLNK gedomumt

Tumoma ¢ MMyHOoZeULUTOM
Mwuenogvcnnasus c runoraMmMarsiobyimHeMuer
VIMMyHOZeMLMT C NOBbILEHHLIM COAEPXaHNEM MMMYHOrnobynvHa M [IgM]
Oedounuut CD40L

Aedunuut CD40

Aedoununt UNG
VIMMyHOAEMLMT C MPENMYLLIECTBEHHBLIM AEEKTOM aHTUTE/ HEYTOYHEHHbIN

TspKebIi KOMOMHMPOBAHHbIN UMMYHOAEMULMT C PETUKYNAPHBIM AUCTEHE30M, TSXENbIA rpynna
KOMOUHMPOBAHHbI UMMYHOAEMULINT C HU3KUM cofdepXaHvnem T- 1 B- knetok,JedomunT
RAG1/RAG2,0ecomnumnt HK npoTenHknHas,CuHgpom OmenH, Jecovumt AHK nurasel 4,Aecomunt
Cernunnos/NHEJ1, lechnunt ageHo3vHae3amuHassl JedununT nypuHHykieosumggocgopunassbl ,
TspKeNbIi KOMOMHVMPOBAHHbIA UMMYHOAEMULMT C HU3KUM UM HOPMasTbHbIM CofepKaHnem B-

KneTok ,[Jedunumnt obLieit ramma Lenm

Oedmuunt JAK3, Jeconumt IL7R anbha,Jedmumt CD45 anbha,Jecununt CD3 curma/ CD3 ancunon/CD3
azeta,Jedmuymt Coronin A,Jecnuynt monekyn knacca | riaBHOro komnaekca

rmcrocoBmecTumMocTu, epnumnt monekyn knacca Il rnaBHOro komnsaekca ructocoBmecTumocTu, eyt
CD3 ramma

Oedmuut CD8, Aecomumnt ZAP70,0ecbuunt ORAI-I,Aedmumnt STIM-1,Aecomumt Winged helix

(Nude) ,Aecmumt STAT 5b,[ecbmumt ITK,Aeconumt MAGT1, KOMOGUHMPOBaHHLI MMMYHOAEULUT
HeyToYHeHHbIR,Jednumnt IKAROS

KPOBETBOPHbIX (D80.0,
opraHoB n D80.1,D80.
oTAesNbHbIe 5,D80.8,D8
HapyLieHus, 0.9)
BOB/IEKatoLme

VIMMyHHbII7I MeXaHU3M

BonesHu kposw, D81 (D81.0-
KPOBETBOPHbLIX OPraHoBs u D81.9)
OTAE/bHbIE HAPYLLEHUs,

BOB/IEKAIOLLE UMMYHHbIN

MeXaHn3m



Wi BapnabenbHbIi
MyHOAEeIULNT

yrie IMMyHOAehULNTbI

hekT B cnucteme
ANIEMEHTa

yTie YTOYHEHHbIE
MyHOAEULMTHBIE
YLLIEHUS

CuHppom Buckotta-Ongpuya

CuHgpom (Tshxenble chopMbl) Aun [xopaxu

NMMyHOAEeULMT C KapaIMKOBOCTbLIO 3a CHET KOPOTKMX KOHEYHOCTEl
NmmyHogeduumnT BCNeacTBme HacneACcTBEHHOTO fedekTa, BbI3BaHHOTrO BUpycoM nwTeliHa-bapp
XLP1-geconumnt SH2D1A

XLP2-geconumnt XIAP

CvHZpoM rnepuMMyHornobynvHa E [IgE]

Oedmumnt STAT3

Neconumnt DOCK8

Oedmumnt TYK2, ATakcusi-teneaHraktasusi nogo6Hoe 3abonesaHuny (ATLD)
CuvHgpom HuiivereH

CuHgpom bnyma

O6wwii BapnabesnbHbIi MMMYHOAEMMLNT C MpeobagaoLyiMy OTKNOHEHNSIMU B KOIMYECTBE U (DYHKLMOHAUTLHOW
aKTMBHOCTW B-KkneTok, 06Lmin BaprabenbHbli UMMyHogeduumnT ¢ ayToaHTuTenamm K B- nam T-knetkam,ecbmunt
CD19, fecomumnt BAFF, Aechuumt CD20,Aechmumt CD81, Aecomunt TACI, 06Lwmii BapuabesnbHbIi MMMyHoAeULUT
C NpeobnagaHvem HapyLUeHUiA UMMYHOPEerynsTopHbix T-kneTok; Adedmuymnt ICOS, [pyrue ob6uime BaprabenbHble
nMMyHogehuumThl. VIMMyHOAEMULNT HEYTOUHEHHBIA.

AyTOCOMHO-peLiecCcrBHas XpOHMYecKas rpaHyniemarosHas 60ne3Hb, X-CLenieHHas XpoHnyeckas
rpaHynemarosHas 60ne3Hb, AedekT hyHKUMOHa/IbHOrO aHTureHa-1 numdouuntos [LFA-1], ,Taxenasn BpoxaeHHas
HelTponeHus (geduuut ELANE), Tshkenas BpoxaeHHas HeliTponeHus (gedonuut GFI 1), Tsxxenas BpoxaeHHas
HenTponenus (gedunumt HAX1), LLiBaxmaHa-farimonga CuHAPOM, AyTOMMMYHHbI NOAUIIAHAYNSAPHbIA CUHAPOM
mn 1 (APS-1) gedumumt APECED , cHumkeHve doyHKumn STAT1, X-cuenneHHas araMMmarsiobymHemMus.
NMMYyHOAEMNLNT HEeYTOYHEHHbIA.

pecuumt C1 nHrnéutopa actepasbl [C1-INH] ( HacneaCTBEHHbIV aHTMOHEBPOTUYECKNI OTEK )

Nedounumnt agresun nelikounTos 2 (LAD2)

Oecounumnt agresun nevikouutos 3 (LAD3)

AYyTOMMMYHHBIN numconponundepaTvBHbIi cuHgpom (AJMC)

ANMC (i) gedomunt FAS

AJMC (i) pednuunt FASL

ANMC (iii) peconumnt CASP10

AJMC (iv) pedmuut Caspase 8

AJMC (v) pedoekT Activating N-Ras n gediext Activating K-Ras

ANMC (vi) gedomuyt FADDAYTOMMMYHHbIM NOAVINaHAYNSPHbIA cnHapom (APS-1) geconumut APECED
X-cuenneHHas UMMYHHas Aucperynsums, nonuaHaokpuHonatus, aHteponatus (IPEX) — aedmunt FOXP3

rpynna

rpynna

rpynna

rpynna

rpynna

BonesHun kposu,
KPOBETBOPHbIX OPraHoB U
OTAENbHbIE HAPYLUEHUS,
BOB/IEKAIOLLME UMMYHHBII
MexXaHU3m

BonesHun kposu,
KPOBETBOPHbIX OPraHoB U
OTAENbHbIE HAPYLLEHUS,
BOB/IEKAIOLLME UMMYHHbIV
MexaHu3Mm

BonesHun kposu,
KPOBETBOPHbIX OpPraHoB u
OTAENbHbIE HAPYLLEHWS,
BOB/IEKAIOLLME UMMYHHBI
MexaHu3Mm

BonesHun kposu,
KPOBETBOPHbLIX OpraHoB u
OTAENbHbIE HAPYLLEHWS,
BOB/IEKAIOLLME UMMYHHbIV
MexaHu3m

BonesHn kposu,
KPOBETBOPHBIX OPraHoB U
OTAE/bHbIE HAPYLLEHWS,
BOB/IEKatoLLEe NMMYHHbIV
MexaHu3m

D82 (D82.0-
D82.9)

D83
(D83.0,D83.1,
D83.8,D083.9)

D84 (D84.0,
D84.9)

D84.1

D84.8



Knaccngpukaunmsa nepBuYHbIX MMMYHOOE(OULINTOB

KomMGuHupoBaHHble UMMYHOA4ePULMNTDI

KomobunHupoBaHHble MNA, accoyuunpoBaHHblie C CUHAPOMa/IbHbIMU NPOAB/IEHUAMU
MpenvywecTBeHHO aHTUTE/IbHbIE AeIeKTbI

NMNA c MMYHHOIA gucperynsauuen

BpoxpaeHHble gedeKTbl uncna u hyHkumii harouymtoB

AetekTbl BpOXXAEHHOroO UMMyHUTETA

AyToBOCnanuTenbHble CUHAPOMbI

AedekTbl KOMNeMeHTa

deHokonun
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Picard C et al. Primary Immunodeficiency Diseases: an Update on the Classification from the International Union of Immunological Societies Expert Committee
for Primary Immunodeficiency 2015. J Clin Immunol. 2015 Nov;35(8):696-726. doi: 10.1007/s10875-015-0201-1. Epub 2015 Oct 19.
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J Clin Immunol, 2013 Jan;33(12:1-7. doi: 10,1007 /s10875-012-9751.7. Epub 2012 Jul 31
Primary immunodeficiency diseases worldwide: more common than generally thought.

Bousfiha A%, Jeddane L, Allal F, Benhsaien |, Mahlaoui N, CasanovaJL, Abel L
Clinical mmunology Unit, King Hassan || University, Averroes Hospital, Casablanca, Morocco, profbous fihai@amal com.

Abstract

PURPOSE: Primary immunodeficiency diseases (PIDs) comprise at least 176 hereditary disorders that are thought to be individually and collectively
rare, The actual prevalence and incidence of PIDs remains unclear, but recent epidemiologic studies have suggested that PIDs are more common
than generally thought. Based on these studies, we attempted to estimate the worldwide prevalence and incidence of PIDs

METHODS: Using data from registries and two recent epidemiologic surveys estimating the frequencies of PIDs, we extrapolated the frequencies
reported for certain countries to the populations of continents and of the world.

RESULTS: Our upper estimates suggest that six million people may be living with a PID worldwide, whereas only 27 000-60,000 have been identified
to date (all national registries and the Jeffrey Modell Centers Network, respectively). For Europe, our upper estimate was 638,000 cases, and 15,052
cases are currently registered (2.27 %). In Africa, up to 902 631 people may have a PID, whereas only 1,016 cases are currently registered. We also
found that PIDs were prevalent not only in children, but also in adults, who were strongly lerrep ted in

CONCLUSION: Specific, dedicated epidemiologic studies are required, to obtain more realistic statistics for PIDs and to increase the awareness of
physicians and public health systems about these diseases. Furthermaore, the field of PIDs is continually growing, and this is likely to lead to a
revision of the definition of these conditions, potentially increasing estimates of their impact on both adults and children, at the population level.

PrMID: 22847546 [PubMed - in process]
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NMEPBUYHbLIE MMMYHOLAEOUNLUWTBI Taxenoe 6bpema ons

MeadNUNHDbI

CKpbIBAlOTCA NOA MAaCKOM U ABJNAIOTCA NEePBONPUYNHON pa3BUTUA

m CpenHeTs)kesnble N TaXXesble XpoHnYeckme nHdekumn He nogaatouime obbl4HOM
Tepanuu

m J1enko3bl U NMMEGOMbI, CONIMAHbIE OMYX0n

B YacTb ayTOMMMYHHbIX 3aboneBaHunmn

B MnageH4yeckasd CMepTHOCTb OT TSAXKesbliX NHHEKLNN

m He nogpatowmecs ctTaHOapTHON Tepanum peunanBupytolme oTexku
B Ts)Kesnbln XPOHNYECKUN BOCMNA/IUTENbHbIN MPOLECC Ha KoXe

B CpefHeTsKenbln N TAXKeNbl XPOHUYECKNN KaHANO03

Bousfiha AA et al. Primary immunodeficiency diseases worldwide: more common than generally thought. J Clin Immunol. 2013 Jan;33(1):1-7. doi: 10.1007/s10875-012-9751-7. Epub
2012 Jul 31.



HacTtoTa pa3sBUTUA OHKOJIOFMYECKUX 3aboneBaHum (nemkosbl U 1MMGpOMBI,
COJZINOgHbI@ ONyXOJiIM) Y NMauMeHTOB C NepBUYHbLIMMU MMMYHOpmeduUuUUTaMU B
1000 pa3 BbiWe, 4eM B NONyJASALUM MMMYHOKOMMNETEHTHbLIX JIIOOEen, U B
3aBucuMmocTm ot Buaa NMNAC moxet pocturatb 40 %.

011. Ne31 -p.968-

nol. -2011. Ne92 -

1.Canioni D., Jabado N., MaclIntyre E. et al. Histopathology 2001;38:146-59. 2. Bousfiha A., Jeddane L., Al-Herz W. et al. J Clin Immunol 2015;35(8):727-38.
3. Ishimura M., Takada H., Doi T. et al. Nationwide survey of patients with primary immunodeficiency diseases in Japan. //J Clin Immunol. — 2011. Ne31 —p.968-976.
4. Cunningham-Rundles C., Bodian C. Common variable immunodeficiency: clinical and immunological features of 248 patients. //Clin Immunol. -2011. Ne92 — p.34-48.



NATOJIOTMYECKWNI MPOLECC Y NALIMEHTA B BUJIE:

MH(pEKLUOHHOTO,
ayTOMMMYHHOrO,

OHKOJIOrM4yeCckKoro CuHapomMa

He nmMmewuwmnme CtaHoapTHblIe NPoABJIEHNA tonesHu,
He CcooTBeTCTBYWOLWNME CTaHAAPTHbIM ANAlrHOCTUYECKUM KPUTEPUAM

He nogjatoume CTaHOapTHOM Tepanun

MOXXET UMETb B OCHOBE FrEHETUYECKUWN OE®DEKT
MMMYHHOW CUCTEMbI

1.Canioni D., Jabado N., MacIntyre E. et al. Histopathology 2001;38:146-59. 2. Bousfiha A., Jeddane L., Al-Herz W. et al. J Clin Immunol 2015;35(8):727-38
3. Ishimura M., Takada H., Doi T. et al. Nationwide survey of patients with primary immunodeficiency diseases in Japan. //J Clin Immunol. — 2011. Ne31 —p.968-976
4. Cunningham-Rundles C., Bodian C. Common variable immunodeficiency: clinical and immunological features of 248 patients. //Clin Immunol. -2011. Ne92 — p.34-48.



PAHHAA OVUATHOCTUKA

B Y/IY4LWNT Ka4eCTBO XXU3HW MaLMeHTOB

B CHN3UT CMepPTHOCTb

B CHN3NT MHBAJZINOHOCTb

B YIy4WNT Ka4yecTBO MeaNLUNHCKON NOMOLLN

m [lpuBegeT K SKOHOMUKU CpencTB rocygapCcTBeHHOro brogxxeTta

1.Canioni D., Jabado N., MacIntyre E. et al. Histopathology 2001;38:146-59. 2. Bousfiha A., Jeddane L., Al-Herz W. et al. J Clin Immunol 2015;35(8):727-38.
3. Ishimura M., Takada H., Doi T. et al. Nationwide survey of patients with primary immunodeficiency diseases in Japan. //J Clin Immuno |. — 2011. Ne31 —p.968-976.
4. Cunningham-Rundles C., Bodian C. Common variable immunodeficiency: clinical and immunological features of 248 patients. //Clin Immunol. -2011. Ne92 — p.34-48



TAKOW MALUWVEHT HYXXIOAETCS B

OOMNOJHUTENIbHOW

NMPOPUNAKTUK

=

ANATHOCTUKE JIEHEHNN
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3. Ishimura M., Takada H., Doi T. et al. Nationwide survey of patients with primary immunodeficiency diseases in Japan. //J Clin Immunol. — 2011. Ne31 —p.968-976
4. Cunningham-Rundles C., Bodian C. Common variable immunodeficiency: clinical and immunological features of 248 patients. //Clin Immunol. -2011. Ne92 — p.34-48




Mbl OOJIXXHbl OBLEOANHWUTCSA ONA PELUEHUA OAHHOW MPOBJIEMBbI
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PET JTAMEHTUPYHOLLUNE OOKYMEHTDI

Mpuka3 MuHuctpa M3 PK Ne37 ot 7 nekabpsa 2018 ropa

O BHECEeHUM U3MEHEHUN U AOoNOJIHEHUW B NpukKa3 MuHucTpa 3apaBooxpaHeHusa Pecnybnuku
KasaxcTtaHoT 26 uioHa 2017 ropa Ne 446 «O06 yTBep>XaeHun CtTaHpgapTa opraHM3sauMm OKa3aHus
anneprosiorn4eckou U UMMyHoJsiorm4yeckom nomoiuim B Pecnybnuke KasaxcraH»

http://pharmnews.kz/ru/legislation/prikaz-mz-rk--r-dsm-37-ot-7-dekabrya-2018-goda_2596



Anroputm
HanpaBJZiIieHUA NauUueHTOoB C
nogo3peHneM Ha NepBUYHbIA UMMYHOAEMNUNT
ANA OKa3aHUA MeaULUMHCKOW NOMOLUM
B aMOy/laTOPHbIX U CTaLLMOHAPHbIX YCJIOBUAX

http://pharmnews.kz/ru/legislation/prikaz-mz-rk--r-dsm-37-ot-7-dekabrya-2018-goda_2596



NAUMEHTbI C MOAO3PEHMEM HA MEPBUYHBLI UMMYHOOE®ULINT (BAJIEE - ML) HAMPABJIAKOTCA K BPA
NMMYHOJTOT'Y-ANNTEPITOJ10TY MO HAMPABJIEHUO BPAYHA NMEPBUYHOW MEOVNKO-CAHUTAPHOW NMOMOLLN

(OAJIEE - MMCI) WJIN APYTOro nPO®UIbHOI O CNEUNANTNCTA B PAMKAX TOBMIMIMNATHbBIX YCIYT MPU

HANYNN OBYX N BONEE NPU3HAKOB, NMEPEHYNCJIEHHBIX HUXKE:

HaJIn4Me B CEMEeNHOM aHaMHe3e cMepTn pebeHKa paHHero Bo3pacTa C KJIMHUKON NMHHEKLMOHHOIO NpoLecca;

yacTble 3aboneBaHNsA BEPXHUX AblXaTesIbHbIX MyTeNn (A0WKONbHUKK - 8 1 Bonee pa3 B TeYeHne roaa, WKOJbHUKN - 5-6
pa3 B TeyeHue roaa);

oTCYyTCTBUE 3PPEKTA NN MUHUMANBbHBIN 3DPEKT OT ANNTENLHOW aHTUBaKTEpPUanbHOM Tepanun (B Te4eHne aByx u
bonee mecsueB);

peLnanBupyloLLne TSXXeNble FTHOMHbIE NN FPUOKOBbLIE MOPAXKEHUS KOXKW UV BHYTPEHHUX OPraHoB;
rHOMHOe BoCMnaJieHne NpPMAATOYHbIX Na3yx HOCa UM OTUTbLI 2 1 Boslee pa3 B TeYeHMe roaa;
MHEBMOHUSA (NOATBEPXXAEHHAA PEeHTreHosiornyeckun) 2 n bosiee pas B Te4eHMe roaa;
peunanBupyoLWnNin KaHANA03 (MOMIOYHMLA) AN addTO3HbIA CTOMATUT B BO3pacTe cTaplle 1 roaa;

bonee ABYX TSXesNbIX MHMEKLNOHHbBIX MPOL,ECCOB B aHaMHe3e (Cencuc, oCTEOMUENTINT, MEHUHTUT, 3aTSAXXHOM oM annT,
Tybepkynes);

oTCTaBaHue pebeHka B Bo3pacTe A0 1 rofa B Bece n pocTe;

yropHasi, NJ0Xo OoTBeYalLlas Ha SleyeHne 1 peuuansmpyollas anapes;

HaNM4YMe aTakKCUM N TeNaHTM3IKTa3nu;

aToONN4YecKuin 4epMaTuT, PacnpPoCTPAHEHHbIN, TSXXel0e HerNpepbIBHO peunanBmpyloliee TeyeHne;

peunguBMpylouime nJiIoTHbieé OTEeKHU NOAKO>XXHOM KJIeTHaAaTKU U CJZIM3UCTbIX 0bonouek HEI/IH(I)EKLI,VIOHHOﬁ

http://pl?amgﬂg'ﬁggﬂlalion/prikazfmzfrk—frfdsm—37—otf7—dekabrya—ZOlegoda_2596



B /15 KOHCY/ibTauumM y Bpadya MMMyHOJI0ra-aieprosiora HeobxoanmMo: HanpasaeHne Bpada-neanaTpa
NI Bpaya obuien NpakTUKN 1 BbINMCKA N3 aMBy1laTOPHOM KapThl.

Bpa4n nMmmMmyHonorun-anneprosiorv NpoBoAsAT, MO BO3SMOXXHOCTH, obcnenoBaHne n KOHCYJIbTalu ko
nMnauneHTa, BKJIlDYalLlne orpeaeneHmne cenyrowmx NMMYHOJ10T M4eCKnX rnokasaTenemn:

m 1) cooep)XaHne MMMYHOTr/100y/IMHOB B CbIBOPOTKE nepudepnyeckom Kposn (MMMyHOrn1o6ynnHsbl
knaccoB G, M, An E);

B 2) cogep)xaHue cybnonynaumm nmmboumMToB METOAOM NMPOTOYHON umntTomeTpun (T-numdountsl (CD3),
B-numcounTtel (CD19), T-xennepsl (CD4), untoTokcudeckume T-numgpountsl (CD8), ecTeCcTBEHHbIe
kunnepbl (CD16-56);

B 3) PYyHKLMOHAIbHAsA aKTUBHOCTb CUCTEMbI KOMIMJIEMEHTa (reMosinTu4yeckasds akTUBHOCTb MO
knaccmyeckomy nytm - CH50), koMmnoHeHT KoMmnnemeHTa C4;

http://pharmnews.kz/ru/legislation/prikaz-mz-rk--r-dsm-37-ot-7-dekabrya-2018-goda_2596



CHMXXEeHMe YPOBHA MMMYHOrnobynnHos knaccoB G, M n A 6onee 4em B 2 pa3a OT BO3PACTHON HOPMbI;

NOBbILLUEHWE YPOBHS UMMYHOr106ynnHa M 6osiee 4em B 2 pa3a OT BO3PAaCTHOMN HOPMbI;

NnoBblLLEeHME cogepXaHma nmmyHornobynmHa E 6onee 2000 ME/mn;

CHUXeHune (bonee 4yem B 2 pasa) unm otcytcTeme T-numgounToB 1 nx cybnonynsumin, B-numpounTos,
€CTEeCTBEHHbIX KNJIEPOB;

CHU>XeHNMe nJinm nosiHoe oTcyTCTBUE CII)yHKLI,VIOHaJ'IbHOIZ adKTUBHOCTMU (*)aFOLI,VITVIpy}OLLI,I/IX KJ1IeTOK;

CHU>XXeHune bonee 4yem B 2 Pa3a nianm NoJsiHoeE OTCYTCTBUE aKTUBHOCTU CNCTEMbI KOMIMJIEMEHTA,

m nNpu cHuwxeHun TPEK/KPEK 6onee 4yem B 2 pa3sa.

http://pharmnews.kz/ru/legislation/prikaz-mz-rk--r-dsm-37-ot-7-dekabrya-2018-goda_2596



AJITOPUTM OBUXEHUA MAUWMEHTA C MNiNL4

*MNopo3spenue no 14
npusHakaM aHaMHe3a,

* KoHcynbTauuna
anneproJsiora-uMMyHoJsora

* CpepHATAXeEN0e Uin
YpoBneTBopuTten TAXKEeJsioe COCTOAHue -
bHOE NIn cTabunusauusa B
OTHOCUTEeNbHO CTauMOHape Ha MecTax

yAaoBeTBopuTen

* AnMaTbl- UHCTUTYT
MepuwaTtpun n AX
oTaeneHue
OHKOreMaToJiorum

*Hyp CyntaH - HHUMu[
oToeneHue oHkosnorum Nel

1. AaHHble aBTOpa. 2. http://[pharmnews.kz/ru/legislation/prikaz-mz-rk--r-dsm-37-ot-7-dekabrya-2018-goda_2596



LleHTp nepBUYHbLIX UMMYyHOOE(PULIMTOB CO34aH
Ha 6a3e Pecnyb/IMKaHCKOIro AMarHoCTN4YecKoro
LeHTpa HaunoHabHOro MeanuUMHCKOro
xonaouHra B 2012 roay



NCTOPUSA

[JaHHble aBTopa.

18 okT6ps 2013 nepsbI CUMNO3UYM «[IMarHOCTUKa U NeYeHMe NaLMeHTOB C NePBUYHBIM UMMYHOAEPULUTOM ».,
OpraHu3aums LeHTpa NepBUYHbIX MMMYHoaedULMTOB Ha 6a3e PALL, 2012.

2013-2017 BHeapeHne HOBbIX TeXHoMorMin Ha 6ase PALL n HHUMu/[, (UMC) 024 nporpamme M3 PK:
onpepeneHus cybnonynaumii iMMoounToB Ansa auarHoctuku ML,

noao6op naumentos MU ana TICK,

CKPUHUMHIOBast AMArHOCTMKa NEPBUYHbBIX UMMYHOAEDULINTOB,

MeToAMYeCcKMe peKoMeHJauunu.

5-6 okTA6ps 2017 MexxayHapoaHas Hay4yHO-MpPaKTUYeCKoM KOHPEpPEHUMN «AKTYalbHble BOMPOChI KAMHUYECKON UMMYHOIOTUN» U | cbe3p,
MMMYHoN0roB Pecnybankmn KasaxctaH. JHM uMMyHoJiorum B Pecnybamke.

1 Hos6psa 2018 roja ceKUMOHHOoe 3acegaHne «ANNeproaorns, KAIMHNYeckas UMMyHoorns. JloCTUXKEHUS U HOBOE B IMAarHOCTUKE U JIeYeHUn
TAXKENbIX aNNEPTUYECKUX CUHAPOMOB U NEPBUYHbBIX UMMYHOAEDULMTHBIX COCTOSIHUAX» B PaMKax KOHdepeHUnn «MHTerpMpoBaHHas
YHUBEPCUTETCKAA KMHUKA. COCTOSIHUE U NEPCTIEKTUBbIY.

4 -6 okT6psa 2019 MexayHapoaHas HaydHO-MpaKTU4eckoln KoHdepeHUMn «AKTyasibHble BOMPOChI KIMHMYECKOM MMMYHO1I0TMM» U |l cbe3p,
MMMYHoN0roB Pecnybankmn KasaxctaH. JHM uMMyHoJiorum B Pecnybamke.

MapadoH nogaepyKa naMeHToB ¢ NepBUYHbIMU UMMYHoJedUuLMTaMn 6 okTa6psa 2019.



MAPA®OH «BEI PALW XWU3HU»

OKTABPA

B NOAAEPXKY NMALWEHTOB C MEPBNYHbIMK
UMMYHOOEDULINTAMU B CTPAHE.

B PAMKAX KOH®EPEHLIVK «HN UMMYHONOT MY

BErrPAOM

GOTAHWYECKWI CALL, 9.00
(BXO/1 CO CTOPOHbI YJ1. TYPKECTAH)




HEOHATA/bHbIN CKPUHWHI HA N

B HeoHaTanbHbIN CKPUHUHI Ha NepBUYHbIE UMMYHOLEPULUNTbLI KaK onTUMalibHas
KOHUEenuus npeanKTUBHO NMPEBEHTUBHON U NMePCOHaNIN3NPoOBaHHOW MeanynHbl XXI
BeKa M O[Ha 13 nepBooYepenHbiX 3a4a4 NMPakTUYEeCKOro 34paBoOOXPaHEHNA B
Mupe.

m [lporpamMma CKPMHMHIa HOBOPOXXAEHHbIX TpebyeT 3KOHOMUYECKNX U
dMHaAHCOBbLIX 3aTpaT, O4HAKO B rocyaapcTBeHHOM MacwTabe oHn byaoyT
KOMMEHCMPOBaHbI 3@ CHET CHUXKEHNA OeTCKON CMEPTHOCTU, YMEHbLUEHUSA Yncna
MHBAINOOB OEeTCTBA, PACXO[OB Ha JleyeHne oHKO61acTo30B, COXPaHEHNSA 300POBbLA
n pabotocnocobHocTn nauueHToB NN nonyyalowmx agekBaTHYO Tepanuio,
HUBENNPYIOLWYIO nMaTosnornyeckmne npoasneHusa NN

] O maccoBoM obcnenoBaHMM HOBOPOXXAEHHbLIX AeTEN Ha HaceACTBEHHble 3aboneBaHns: nprukas MuHsgpascoupa3sutmsa PO Ne 185
oT 22.03.2006: [anekTp. pecypc] // KoHcynbTaHTIAoC. Pexxum goctyna: http://www.consultant.ru
/document/cons_doc LAW 103237/ (naTa obpaweHuns: 28.04.2015). 30. OnpegeneHune KosbLeBbiX CTPYKTYp AHK T-kneTto4yHoro
(TREC) n B- kneto4Horo (KREC) peuenTtopa kak Mapkepa 3p(peKTUBHOCTU (PYHKLNOHNPOBAHNA UMMYHHOW cuctembl / M.B.
CteraHuesa, A.M. KyctaHoBuny, C.O. LLlapanoBa, [n gp.] // AKTyasbHble BOMPOCHl 4ETCKOW OHKOJIOr W, remMaToslIorum m
MMMYHoOJIOrUK : €6. Hayy. Tp. MuHck, 2012. C. 206-214. 31. OnNbIT MUPOBOM 1N OTEYECTBEHHON MPAaKTUKN HEOHATa/IbHOrO CKPUHWHIa
Ha HacnencTBeHHble 3abonesaHusa / U.C. Tebuesa, @.K. Jlarkyesa, M.®. Jlorayes, [n gp.] // NegnaTtpua. 2012. T. 91, Ne 1. C. 128-
132.

[ Newborn blood spot screening for galactosemia, tyrosinemia type I, homocystinuria, sickle cell anemia, sickle cell/beta-thalassemia,
sickle cell/hemoglobin C disease, and severe combined immunodeficiency / Institute of Health Economics // Available at :
http://www.ihe.ca/publications/newborn-blood-spot (Accessed 15 |anuary 2017).
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5 okT6psa 2017 ropa
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NOAOAEPXKA M COBMECTHASA PABOTA C ®OH[, «MOACOJTHYX» (MALLMEHTCKAA
OPFAHM3ALLMA NAA) B POCCUN N TUMYPA BEKMAMBETOBA




NMOALEPXXKA U COBMECTHAS PABOTA C MALMEHTCKOW OPTAHU3ALMEN CHI
HACNEACTBEHHOIO AHTMOHEBPOTUYECKOIO OTEKA (EJIEHA BE3BOXXHAS)
U BCEMUPHOWM OPTAHU3ALUEN (MUXAIN PYTKOBCKUN)

HA IS AN #HAEi %

D)
X Mesicoygapoonall .. N
no-npakmugEicagsa TN

[JaHHble aBTopa.
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[JaHHble aBTopa.



KOJIMYECTBO BbIABJIEHHbBIX MAUVNEHTOB C NEPBUYHbBIM

NMMYHOLOE®PNLUNTOM
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PATIENTS WITH PRIMARY IMMUNODEFICIENCY

Amount Genetically
confirmed
Hosonorus itialhls
general \ died

Selective Ig A deficiency 41
Chronic granulomatous disease 8
syndrome of Di Georgi. A%
Louis Bar's Syndrome 3\1 1
CVID 14\3
SCID 8\5 1
Agammaglobulinemia, Bruton's disease 3\1
Deficiency of the C4 complement component 8
Hereditary angioedema 15\2 4
Hyper IgE Syndrome 11
Chronic mucocutaneous candidiasis 2\1 1
Viscott Aldrich syndrome 3
Autoimmune lymphoproliferative syndrome 1 1

Nijmegen's Syndrome 1

[aHHble aBTOpa.



NAUNEHTBI C HACINEOCTBEHHBIM AHIT MOHEBPOTUYECKUM OTEKOM

m Number of patients

HAE | 11 (8 Kazakh nationality , 3 Slavic nationality)
2 HAEI 2 Slavic nationality
3  Idiopathic 13

HAE, HAE

"2

Mbl o> xupaem bonee 350
nauvueHToB!



HAO: cocTtongaHumne npobnembl B KazaxcTtaHe

* B pmaHHOe BpemMsA B MUpe HacyYnTbiBaeTcAa 2 568

cemeli ¢ HAO B 56 cTpaHax Mupa. P s s Lt & ™ 3%
* B Ka3axcTaHe BbiaBaeHo 13 nauneHTos ¢ HAO. £ el Lelal Y ity T Lad
’ /ﬁ ;LID\AE\{; E 0 "o IASTAI\(IDA 5 merO Ca 25
¢ Co30aH Ka3axCTaHCKUI KJIMHUYECKUI MPOTOKO S
ANArHoCcTuMKM n nevyenHmsa HAO (2015, 2020) 1 D, Qe K A Z A K H S T A N O 28
P A Thegaghan e

 Co3[aH perncTp naymneHToB C NepBUYHbIMU :
nMMyHogedpuumnTamun, skaodasa HAO A

 Co3paHa nauneHTckasa opraHnsauma HAO

* AKTuMBHOe coTpynHunyecTtso ¢ HAO CHI wu
BCEMUPHON opraHusaunen HAO

1. JaHHble aBTOpa. 2. www.hereditary-angioedema.org



http://www.hereditary-angioedema.org/

HAO: onpepneneHne

* HacnepcTrBeHHbIN aHrmoortek (HacnepncTrBeHHbIX aHrmoorek, HAO) -

penkoe, NoTeHUMaabHO XXU3HeyrpoxkatLllee reHeTu4eckun
neTepMmHMpoBaHHoe 3aboneBaHue,

CBsA3aHHOE C A4ePUUNTOM UIN CHMXKeHneM pyHkumm Cl-uHrnbmntopa,
XapakTepusytoLleecs

peunansBmnpyowmMmMm oTtekaMmm rnybokmnx cioeB AepMbl pas3InyHON
NloKanmsauunm, KotTopsble

COXPAHAKTCSA OT HECKONIbKUX YaCOB 0 HECKONbKUX AHEN N B 60NbLUNHCTBE
c/ly4aeB npoxonaT

beccnenHo, 6e3 4ONOJIHUTENILHOW Tepanuu.

KC-rntoKOKOpTUKOCTEPOULbI



https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12136&Disease_Disease_Search_diseaseGroup=hereditary-angioedema&Disease_Disease_Search_diseaseType=Pat&Disease(s)/group%20of%20diseases=Hereditary-angioedema&title=Hereditary%20angioedema&search=Disease_Search_Simple
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=12136&Disease_Disease_Search_diseaseGroup=hereditary-angioedema&Disease_Disease_Search_diseaseType=Pat&Disease(s)/group%20of%20diseases=Hereditary-angioedema&title=Hereditary%20angioedema&search=Disease_Search_Simple

HAQO: naToreHes

* Cl- nHrnbutop npepoTBpawlaeT L(::;,THOCHH“
nepexon npekasJinkpenHa B
KaJIJIMKPEWH, nJaasMmHoOreHa B
nna3mMuH, aktTmeauuo Xll pakTopa
CBepTbIBaOLEN CNCTEMbI KPOBW.

* [Mpn HepocTaTke Cl-nHrnbuTtopa

NPONCXO0OUT HaKonJeHne
bpaAnKNHUHA.
BpaAVKWHWH yBENN4YnBaeT
MPOHNLAEMOCTb COCYOAUCTON CTEHKMWU,
Bbl3blBA€T 3KCTpaBasauuio, B T seiaad 0]
KOHEeYHOM NTOore pa3BMBaeTCs OTEK. Knetouna

B2-

..... R..-...Ia
Knetka peuenTopbl

1. Zuraw BL. N Engl ) Med. 2008;359:1027-36. 2. Nzeako UC, et al. Arch Intern Med. 2001;161:2417-29. 3. Bas M,
et al. Allergy. 2007;62(8):842-56.



HAO: knaccngpukauunms

Tun HAO

HAO BcnegcTteue HegocTtaTtoyHocTm Cl- HAO c HopManbHbIM C1-

NHrnbmnTopa NHrMONTOPOM
85 _ 15 Vv Penko
T %Rinao )/ TVNTTHAZ /TR THAO
- HopManbHbIN HopMasbHbIl
Hn3knm ypoBeHb
yposeHb C1- ypoBeHb C1-
Cl-uHrmnbéuropa. 6 c
Huskas NHrMonTopa. NHrMbuTopa.
YHKLMNOHAbHOCT Huskas HopmanbHas
\_b Cl-unru6utopa ) |\ prH: KLMOHANBHOCT ) pyHKLMOHALHOCT

YpoBeHb C1- nHrnbumrtopa 3cTporeH3asncumasn opma.
MOXXeT BapbupoBaTb OT

HeonpenensaemMoro Ao MeHee

30% oT HOopMasbHOrO.

1. Craig T, et al. World Allergy Organ J. 2012;5(12):182-99. 2. Zuraw BL, et al. J Allergy Clin Immunol. 2013:1491-3. 3. Riedl MA. ] Allergy Clin Immunol: In Practice. 2013;1:427-32.



HAO - MHOronunkas

yXO0OUT Ha NOCTAHOBKY
AVarHo3a oT MOMeHTa
BO3HWKHOBEHUNS CUMIMTOMOB
0 NOCTAHOBKW AMarHo3a
HAO!

NaLUMeHTOB BCe elle oCcTatlTCA
HE BbISIBIEHHbIMU,

COCTaBwW/la CMepTHOCTb cpean
He
OANArHOCTUPOBAHHbIX
NauneHToB, N0 CPaBHEHUIO C
3% y ONarHOCTUPOBAHHbIX
“Recurrent ascites: a need to evaluate for hereditary angio-oedema”, Gabriella Gadbos, Daniela Dobru, Eniké Mihaly et al. LanlcltaZH'{;I%IO-:rzrl(l)%B )

20. «Gastrointestinal Manifestations, Diagnosis, and Management of Hereditary Angioedema» ,Sujai Jalaj, MD and James S. Scolapio, MD, Volume
47, Number 10, November/December 2013. Agostoni A, et al. J Allergy Clin Immunol. 2004;114(3 suppl ):S51-S131. Bork et al., 2012.

|/||30§[)a>Ke“HV|e: http.s://wv,vw.cabroworld.com/2017/02/24/top—10—criaturas—v—seres—mitoloqicos—que—nos—han—lleqado



https://www.cabroworld.com/2017/02/24/top-10-criaturas-y-seres-mitologicos-que-nos-han-llegado-de-las-culturas-antiguas/
https://www.cabroworld.com/2017/02/24/top-10-criaturas-y-seres-mitologicos-que-nos-han-llegado-de-las-culturas-antiguas/

Tpurrepbl y geTten

Bo3paeiicTBue %

MexaHunyeckasa TpaBma 52,6
CTtpecc 36,8
BupycHasa nHdgoekumnsa 36,8
MeH3uc 26,7

1. Craig T, et al. World Allergy Organ J. 2012;5(12):182-99. 2. Zuraw BL, et al. J Allergy Clin Immunol. 2013:1491-3. 3. Riedl MA. ] Allergy Clin Immunol: In Practice. 2013;1:427-32.



Matepuasibl aBTopa.



HAQO: abgoMmMHaIbHbIE aTakn

* bonee 90% nayuneHToB
CTpadatT OT
MNOBTOPSOLLNXCSA
abgoMMHaNbHbLIX aTak.

 CoobLaeTcs, 4TO NOYTU
25% nayneHToB C
abaooMMHaNbHBIMKU
aTakamu B EBpone
nepeHecsIN HEHYXXHYO
onepauuto, Takyl Kak
annednaKTomMuga, B
pesynbTaTe
HenpaBWJIbHOW
ANArHOCTUKN NX

®oTO NaumeHTa BO BpeMa aTakum (A) n nocne atakum (B)

1. Bork K, egg.gﬁqga'glt%awterol. 2006;101(3):619-27. 2. ®0oTO NaLUMeHTOB U3 OTKPLITOTO A0CTyna


https://alruan.ru/vashe-zdorove/nao-nasledstvennyi-angionevroticheskii-ot-k-nasledstvennyi/

HAQO: abgoMmMHaIbHbIE aTakKn

* [loyTun BCe npucTynbl 6bIBatOT Orex o
CBSiI3aHbl C CUJIbHbIMWX CMa3MaMu " TOHKOM
NJIN KOJIMKaMU. KULLEHHIKE

« PBOTa Habnwopaetca B >70%
MPUCTYMOB.

 [unapesa s >40% npucTtynos.

* ['onoBokpy>xxeHune npu 90% aTak.

* [laumeHTbl TakKXXe MOryT UCMbITbIBaTb TMMNOTEH3UIO C
OLlYLLIEHVEM IOJIOBOKPYXKEHUSA U TOJIOBOKPY)KEHUS.
* BosneveHune bptowHom nonoctur npm HAO Takxe

accoLMMpoBaHo € runososiemunenn. CunTaeTcs, 4T0 3TO KT, NoKa3blBaloLlas oTek
Bbl3BaHO Ba3oAnnaTaumein n 60abLInM CAN3UCTON 060104KM
nepemeLleHneM XNaKocTn n3 KposoobpalleHus B KULWEYHMKA Y NaUMeHTa ¢
TKaHW, B COMETaHMMN C NoTepen XXNAKOCTK 13-3a cumnTomMami HAQ Bnioiisoi
maTomamuy HAQ 6proluHoi

Bork K, et al. M?&etlﬂoevrl]tg'a -5'6% 101(3):619-27. noJziIoCTun

Iﬁl-lf\Df\l'lﬁ ALA f\\IIQ'I' MMMYSIADAAT"TIA I/ I Z77°"."’'T I SN\rr,~\



Marepwnarsnb! aBTopa.



HAO: Xn3sHeyrpoxarollee cocToaHmne

CUNbHBbIN OTEK MOXET Bbl3BaTb OCTPYHO aciMKcuio!

1. Craig T, et al. World Allergy Organ ). 2012;5(12):182-99. 2. Zuraw BL, et al. J Allergy Clin Immunol. 2013:1491-3. 3. Riedl MA. J Allergy Clin Immunol: In Practice. 2013;1:427-32. 4. Takeda Global HAE materials.



HAQO: nokasim3ayumsa oTekoB

 OTeku npu HAO Haunbonee yacTo

250 - Nopa)katoT KOHEYHOCTU N BPIOLLHYIO
100% g7o NoNnocCTb.
o 200 -
i  OTeK MOXeT oxBaTblBaTb KakK 04HO
€ 150- MeCTO, TaK HepeKo 1N HECKOJIbKO
E i YacTen Tena.
¢ 100
=0
©
=
00
|:| -
> o 0 & N 5 w0 > > ) ®
\ko_* K QQQ\Q{_ Q&/o Q\Q/ q:,;o o é\o \\o, ‘39 K Q,}‘l‘ \&\)” C\’OQ’ Qootl‘ QQ)OQ‘
Q/g\ > ° Q\o RS q:l: @‘0 (;\ \‘\\9‘
+ «0 00?’ QAQ

1. Bork K, et al. Am | Med. 2006;119:267-74. 2. Caballero T, et al. Allergy Asthma Proc. 2014;35(1):47-53. 3. Agostini A, et al. ] Allergy Clin Immunol. 2004;114(suppl 3):S514. 4. Caballero T, et
al. Allerav Asthma Proc. 2014:35(1):47-53



[MPOBJIEMbI!!!

HET

B [lpenapaToB ba3o0BoOW TEepParinMinn s pamkax FrObMIM n OCMC gna naumMeHToB C
HAO (6 net exxerogHoO HanpaBaATCA NUCbMa B M3 oA BKOYEHUA npenapaTos
anga nedeHnsa HAO)

B [IpenapaToB 3KCTpeHHOﬁ Tepanunm B pamkax [OBMITn OCMC onsa
nayneHToB ¢ HAO (6 neT exxerogHo HanpasAsalTCA NUCbMa B M3 0N BKJIKOYEHUS
npenapaTtoB Anda nevyenumsa HAO)



HALLUW T1JIAHbBI

B [ eHeTn4eckada anarHoctuka M
B PaHHAAa CKpUHUMHIoBada amnarHoctuka A4

m PacwmpeHnn nokasaHum aona TITCK cpenn naymneHToB C
A0

B YCOBepLUeHCTBOBaHME CxeM TaKTukn nedyeHna N4

[JaHHble aBToOpa



HA3SAPJIAPbIHbI3FA PAXMET
CNACUBO 3A BALLIEE BHUMAHME

aaaaaaaaaaaa
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