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[MpoTokoa KIMHHYECKOH anpodaunu
MeToAa NpodHIAKTHKH, JHATHOCTHKH, JJeUeHHs Y peadu/JIuTaAlHH

1) IlacnoprHas 4yacTh

1. Hazpanue mnpeaaraemMoro K MpPOBeJdeHHI0O KJIHHHYECKOH anpodanuu
MeToaa Npo¢HIAKTHKH, THATHOCTHKH, JIe4eHHs H peaOdHJIuTaUHu (1a/1ee
- MeTOA).

TaprerHas MH/UBUIyaTH3UPOBAHHAS Tepanus Tr€HHO-UHKEeHEePHLIMH
OMOJIOrMYecKUMMH  rpernapaTamMu  JeTed ¢  OHOLIeCKMM  apTpUTOM U
ayTOBOCHAIUTEIbHBIMHA CHHIAPOMaMH C NPUMEHEHHEM CEeKBEHHUPOBaHUs HOBOTO
MOKOJIEHUSI 151 TeHeTHYEeCKONW BepuduKallMy JUarHosa,

2. HaumenoBanue W ajapec ¢eaepajbHOH MeJHIHHCKOH OpPraHu3alHH,
paspaboTraBmieii  NPOTOKOJ  KJIHHHYEeCKOH  anpodauuu  MeToaa
NpopUIAKTHKH, JHATHOCTHKH, JeYeHHs H peaOduauranud (aajaee -
NPOTOKOJ KJAHHHYECKOH anpobaunm).

QenepanpHOe rocyaapcTBeHHOe Oro/ukeTHoe yupexaeHue «Hayuneiii meHtp
3M0poBBS AeTeil» MuHuctepcTBa 3ApaBooxpaHeHus Poccuiickoin ®enepanuu,
119991, MockBa, JJomoHOCOBCKHH ITpocnekT,.2, cTp. 1.

3. @amuaus, uMs, OTYECTBO H JO/IKHOCTH JIML, YNOJHOMOYEHHBIX OT

MMeHH  pa3paldoTyHKa  MOANUCHLIBATH  MPOTOKOJ  KIAHHHYECKOIH

anpodaumu.

Anekceesa Exatepuna Mocudosna, 1.M.H., mpodeccop, 3aB. peBMATOJIOrHYECKUM
orn. ®I'BY “HI3/1" Munsapasa Poccuu, CaBocthsanoB Kupuun Buxkroposuy,

k.0.H., 3aB maboparopueii MONEKY/ISIPHON reHeTUKU | KieTodHoi 0uonoruu PI'BY

“HL31” Munsapasa Poccun.

2) OGocHoBaHHe KIHHHYeCKOH anpodauuu MeToaa

4. AHHOTALIMH MeTO/AA.

[R®]



B uccnenoBanue HeoOxomumo BKIOUUTE 300 geTeil ¢ IOHOLIECKMM apTPUTOM H

ayTOBOCTIAJIMTEbHBIMU CUHApPOMaMH B Bo3pacte oT 0 1o 18 ser.

-

B Poccun Ha HacTOALIMI MOMEHT OTCYTCTBYIOT CUCTEMATU3UPOBAHHbBIE JIaHHbIE O
CTpyKType roHoumeckoro aprtpura (FOA) wu uacrore BcTpeyaeMoCTH
ayTOBOCTIATTUTEIbHBIX CHHIPOMOB, OJIHAKO BBISIBJIEHO 3HAYHUTEIBHOE YBEITHYEHHE
TAKUX TMalMeHTOB cpeAu OOJBHBIX, IMOCTYNAKIIMX B pasjiuyHble JedeOHbIe

YUPEXIeHHs C HAMpPaBIAIOMIMM IUarHO30M FOHOIIECKHI apTPHT.

YuuteiBasg rereporeHHocts [FOA, BO3MOXKHOE HaJIW4de B €ro CTPYKType
MOHOTEHHBIX ayTOBOCHAIMTEIbHBIX 3a00JeBaHUi, reHeTHYecKas BepH(UKaLMs
AuarHoza ¢ I[pPUMEHEHHEM CEKBEHHPOBAHMs HOBOIO IIOKOJEHMS I103BOJIUT
MPOBOAUTH AU(GepeHIHaTbHYI0 AUarHOCTUKY M ONTHUMU3MPOBATb CTPATErHIO
neyenus HOA wu ayToBOCHAIUTENIbHBIX CHHJIPOMOB C IPUMEHEHHEM TeHHO-
MH)XXEeHepHbIX Ouonoruyeckux npenapatoB (I'MBII) ¢ yderoM reHeTn4yeckoi

WHIUBHAYaIbHOCTH ITallHEHTA.

& AKTYa/IbHOCTH MeTO/a /ISl 3APAaBOOXPAHEeHHsl, BKIKOYas

OpraHu3allHOHHbIE, KIHHHYE€CKHE H DKOHOMHYECKHE ACIEKTDbI.

MonekynspHO-reHeTu41ecKoe Uccle0BaHue MO3BOJISET IIPOBECTH
ou(pepeHIHaIbHY0  AHArHOCTHUKY  pPa3/JM4YHBIX  BApUaHTOB  IOJUI€HHOIO

3a00/1eBaHHUS — HOHOIIECKOTO apTpuTa U MOHOI'€HHBIX ayTOBOCIAJIUTEIbHBIX

CUHIPOMOB.

CranpmaprtHas  Tepanusi  IIFOKOKOPTUKOMIAaMH M HMMYHOJIENpPECCaHTaMH
HeahhextuBHa Oosee yeMm y 50% OOIBHBIX ¢ HOHOLIECKUM apTpuToMm U y 100%
MALMEHTOB C ayTOBOCIAIUTEIBHBIMH CUHAPOMaMu. CMEepTHOCTE B MOJPOCTKOBOM

BO3pacTe y MNalHeHTOB C ayTOBOCIAJTUTEIIBHBIMH CHHAPOMaMH COCTaB/ICT 1O

20%.

['eHHO-UH)KeHepHble  OHOJIOrMYecKHe IIpenapaTbl  ABIAKOTCA  3(Q(OEeKTUBHOM

aﬂbTepHaTHBOﬁ JIeUeHHs . IJIIOKOKOPTHKOHMIaMH M HMMYHOICIpECCAHTaMHU U
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obecreynBaroT pemuccuio 6onesnu comee yeM y 50% nanueHTOB ¢ FOHOLIECKUM
aptputoM. TapretHas WHIAMBHIOyanusuposaHHas Tepanus MBIl y nmanuenToB ¢
IOA u ayroBocmanuTeIbHBIMKU CHHIpPOMaMH Ha ‘OCHOBE  TeHeTHYecKoil
BepU(UKALMKU JUArHO3a METOAOM CEKBEHHPOBAaHUs HOBOI'O IOKOJEHHUs MO3BOJIAET
MOBBICUTh  I(P(PEKTUBHOCTE  Tepanuu, I[PeJoTBPaTHTh  IIPOIPEeCcCHPOBaHHUE

HHBaJIMAHU3alllH [MalfTHEeHTOB H CHHU3HUTD CMEPTHOCTb CpeoH neren C

ayTOBOCHAIHUTEIIbBHBIMH CHHIPOMaMH.

IIpoBenenHble papmMako-3KOHOMHUYECKHE MCCIIE0BAaHUSA [10KA3aly 3HAYUTEIbHBIH
NOTEHLHA] IeHHO-UH/KEHEPHBIX OMOJOrnYecKUX NMpenapaTroB INPpH NPUMEHEHHH Y
IeTel C IOHOILIECKUM apTPUTOM C TOYKH 3peHHUs YKOHOMHUYECKHH 3(h(eKTHBHOCTH

s odomectsa ([Toranuuk E.I'. u coas., 2015r1.).

Ha ¢one newenus [UMBII nanuenToB ¢ IOHOIIECKMM  apTpUTOM |
AyTOBOBCIUIUTEJIbHBIMYA CHHIPOMAMK CHIJKAKOTCS MPsIMble MEJIMIIMHCKKE 3aTPaThl
3a CYET YMEHBIIEHHs 4YacTOThl OOOCTpeHHMH, YMclla FOCHUTAIW3aluil, 3aTpaT Ha
TepaI1io OCJI0KHEHUH, a TaKKe KOCBEHHbIE 3aTPaThl, KOTOPbIE HECET rOCYAapCTBO
B CBSI3U C OILJIATOM JIMCTOB BPEMEHHON HETPY/0CIOCOOHOCTH, BBINJIATOM EHCHH
noco0Owuii, a Takke ynymeHHoro kiana B BBII (Psxxenos B.B u coas., 2014r.,

KymukoB A.1O. u coas., 2015r1.).

6. HoBu3Ha meToaa H (MJIH) OTJIMYHE €ro OT H3BECTHBLIX AHAJOTHYHBIX

ME€TOJ0B.

B HacTosiiiee Bpemsi BKIIFOYEHHE MeHHO-UH)KEHEPHBIX OMOJI0MHYECKMX MpernaparoB
B crpareruto jedeHuss KOA 3Ha4YMTeNbHO YNyYIIMJIO NPOTHO3 [Jis AeTed ¢ 3TOH
nmatonorueii. Bmecte ¢ Tem OTCYTCTBHE YETKUX KpUTepHeB 110 AU (epeHIraTIbHOMA
IHArHOCTHKE TIOJIMF€HHOI 0 3a00/1€BaHus HOA | MOHOI€HHBIX

ayTOBOCIIATTUTECIBHBIX CHHIPOMOB, HE I103BOJIAJIO oDecneynTp JOCTHUIKEHHE

pemuccun y 60% aetei.



Hcnonp3zoBanue IF€HETHYCCKHUX METOOOB  OHArHOCTHKH [pH pa3/iIt4HbIX
3a0oyieBaHUAX HMeeT OO0JIblIoe 3Ha4YeHHEe, TaK KaK IIO3BOJIACT p33pa6aTbIB3Tb

-

HHIWBHUOYAJIBbHBIC CXE€MbI TE€pAlliK, HOBBIC JICKAPCTBEHHLIC ITpeIlapaThl U [P.

[IpumeHsiemble B HacTosiliee Bpems MeToAbl AuarHoctukud FOA He BKIOYAIOT
TeHeTUYECKHe HWCCIeOBaHUS M HE [103BOJISIOT 00eCNeYUTh TI'eHEeTHYECKYIO
Bepudukauuo auartosa y gngereir ¢ HOA, npoBoaute Au((pepeHIHaIbHYIO
JWarHOCTHKY, BbIJENsAs MOHOIEHHBIE AayTOBOCHAIHMTENbHbIE 3a00JieBaHUsA,
UMEIOIIMEe CXOXKHUe KIMHUYECKHe TposBIeHUs 3a00sieBaHUs, B pe3yabrare —

ONTUMH3UPOBATHL CTpaTeruto jgedeHus HOA.

BHenpenue HOBBIX JHAarHOCTHYECKMX TEXHOJIOTMH npu obcienoBaHuu jereil ¢
IOA ¢ mpumMeHeHHeM CEKBEHHMPOBAHHUSI HOBOI'O ITOKOJIEHHUS IIO3BOJIUT BHEIAPHUTH
NpoBeeHHe TapreTHOW MHIMBUYyaIU3MPOBAHHON Teparuy MeHHO-UHIKEHEePHBIMH
OMOJIOTHYECKUMH  TpernaparamMud  JieTed ¢ IOHOLIECKMM  apTpUTOM U
ayTOBOCHAIMTE/IbHBIMM CHHAPOMaMM M 3HAUUTEIbHO YJIYYIIHUTH KauyecTBO

OKa3aHHs MEIMUIIMHCKON MOMOIIM N1aHHON KaTeropuu JAETeH.

p I{panme OHNHCAHHE H YAaCTOTA H3BECTHLIX H NOTCHHHA/IBHBIX PHCKOB
NPpHMEHEHHH MeTOAA 1Jifl MALHEeHTOB, €CJIH TAKOBbLIC HMEKOTCH, H

MPOrHO3HPYEMbIX OC/10KHEHHH.

[Tpu B3sTHH 06pasua KpOBH MOTYT MPOU3OHTH TaKHe HeKelaTellbHble SBICHUA,
BO3MOJKHBIE TIpU JHOOOM NAaTONOrMHM, Kak OOMOpOK, 00/b, JK/KEHHE B MeECTe
npokona urioi. Takke, XOTd W peako, B MecTe MPOKOJa MOXKET BO3HHKHYTb
HHGEKUMS U IKXHUMO3.

Tepanusi reHHO-UH)XeHEPHBIMH OHOJOrMYeCKMMHU IperiapaTaMi MOKET BbI3BATh
pa3sBUTHE HeXKeJlaTeJbHBIX SBIEHUI, 3asBICHHBIX B HHCTPYKLHUH 10 NPUMEHEHHIO

Ipenaparos.



8. CcblIKH HA JJHTEpATYPHbIE HCTOYHMKH NMYOJHKALHH HAYYHbIX
MCC/IeJOBAHHIH METOA HJIH €r0 COCTABJISIIIUX (B TOM YHC/Ie
co6CTBEeHHBIX MyOJIHKALHI) B pelleH3HPYeMbIX -l;ayqublx AKypHaJIax u
H3/1aHHAX, B TOM YHC/Ie B 3apy0esKHbIX KYpPHAIaX (Ha3BaHUs
KYPHAJI0B/H31aHHH, X HMOAKT - pakTOp).
. Pushkov A.A., Nikitin A.G., Pakhomov A.V., Zhurkova N.V., Savostyanov K.V,
Vashakmadze N.D., Namazova-Baranova L.S. New method for the molecular
genetic diagnosis of heritable disorders of connective tissue using next-generation
sequencing (NGS). Journal of inherited metabolic disease.-2014, Vol. 37.-Ne.1-
P.175. (Mmnaxr - ¢axrop xypHana 4.138).
. Dimitry A. Chistiakov, Kirill V. Savost’anov, and Alexander A. Baranov.
Genetic background of juvenile idiopathic arthritis. Autoimmunity, 2014; 47(6):
351-360. (MmnaxT - dpaxTop xypHaina 2.714).
. T. Sleptsova, E. Alexeeva, E. Mitenko, S Valieva, T Bzarova, R Denisova, K
Isaeva. CAPS or SJIA . Pediatric Rheumatology, 2013 (MmnakTt - ¢axrtop
uzganus 1.62).
. T Sleptsova, E Alexeeva, E Mitenko, S Valieva, T Bzarova, R Denisova, K
[saeva. Traps syndrome debuted as systemic jia. Pediatric Rheumatology, 2013
(Mmnakt - ¢pakTop xypHana 1.62).
. E. L. Alexeeva, A. A. Baranov, R. V. Denisova, S. 1. Valieva, T. M. Bzarova, K.
B. Isaeva, T. V. Sleptsova, E. V. Mitenko, N. 1. Taybulatov, E. G. Chistyakova,
and A. N. Fetisova. Retrospective analysis of efficacy and safety of tocilizumab
treatment in patients with severe systemic - onset juvenile idiopathic arthritis
followed for 12 months. Immunology, 2013 (Mmnakr - dakrop xyprana 3.705).
. T.B. Cnenuona, E.M. Anekceesa, K.B. CaBocresinoB, A.A. Ilymkos, A.I.
Huxutun, T.M. Bzaposa, CH. Banuesa, A.H. ®ertucosa, A.B. Ilaxomos, H.B.

Xypkosa, P.B. [lenucosa, K.b. Mcaesa, EI'. YucrsxoBa. OnelT npuMeHeHHs

KaHaKHHyMa6a y nanueHTa ¢ TAXKEIbIM KPHOMHWPHUH -aCCOLMHMPOBAHHBIM



cuaapomoM (cunapom CINCA/NOMID). Bonpockl coBpeMeHHOH neauaTpuu,

2014 (Umnakrt - daxrop xypHana 0,426).
. Baranov,A.A. and Alekseeva, E.I. and Valieva, S.I. and Bzarova, T.M. and

Denisova, R.V. and Lisitsyn, A.O. and Chistyakova, E.G. and Sleptsova, T.V. and

Mitenko, E.B. Biological therapy in pediatric rheumatology. Vestnik Rossiiskoi
Akademii Meditsinskikh Nauk, 2011 (Mmnakr - dakrop xypHana 0,641)

easn:

9. HHble cBeleHHs, CBA3aHHbIE ¢ pa3padOTKON MeToa.

3) Lean u 321248 KIHHHYECKOH anpodauuH.

10. leTanbHoe onucaHue HeJiel U 3a1a4 KJIHHHYecKOoH anpodauHu.

YJ'IyT-IIJJIfITb Ka4eCcTBO OKa3aHUAd MEIUIIMHCKOM IIOMOLIM JEeTAM C

HOHOILIECKHUM aApTPUTOM U ayTOBOCIIAJIUTEJIEHBIMH CHHApOaMaMH nyTeM

[NpOBEACHUA Tapl"eTHOﬁ HHJII’IBHL[YEUIHBHPOB&HHOI\& Teparu reiHo-uHXCHEPHbIMH

OMOJIOrHYeCKUMH npemnaparaMyd € IIPpUMEHCHHUEM METOHOB CEKBEHHPOBaHUSA II0

C3Hrepy H CEKBEHHPOBAaHMUA HOBOI'O ITOKOJICHHUA ]I FeHeTUYECKOMR BepI/ICl)I/IKaI_II/IH

JuartHoasa.

3aagaumn.

ks

[IpoBecT  aHAMM3  pacHpOCTPAHEHHOCTH  ayTOBOCHAIMTEIbHBIX
CHHIPOMOB II0 pe3ynbTaTaM MEeTOJa MOJEKYJISAPHO-TeHeTHYECKOM
OUArHOCTUKH Y MAIlMEHTOB, MOCTYMAIIKUX B JieueOHble YUPeKIeHUs ¢
HATPaBJIAIOUIUM JHarH030M IOHOWIECKUH apTpHT.
MHIMBUAYIU3UPOBATh T€HHO-UHIKEHEPHYIO OMOIOrHYECKYIO TEpAIuio
y MHanMeHTOB C IOHOUIECKHMM apTPHUTOM M ayTOBOCHAIMTEILHBIMH
CHHIPOMaMH Ha OCHOBAHMU IeHETHHYeCKOH BepH(HKaLUU AMarHosa
ITyTeM CEKBEHUPOBAHHUS HOBOI'O IIOKOJIEHHSI.

[ToBBICHTB 3¢ (HeKTUBHOCTH Tepanuu reHHO-UH)KEHEPHbLIMH
OHOJIOrMYEeCKMMH IMpernapatamMu 3a CYeT HWHIAMBHIYaJTH3MPOBAHHOTO

HasHaueHus (6aoxkaropamu ®HOw - uadnukcumadbom, aganumymadbomM,



STaHepLeNnToM, aHTuTenaMu K peuenrtopy IL6 — rouunusymadom, IL1 —
KaHaKMHyMaboMm) y TMalMeHTOB C IOHOLIECKUM apTPUTOM U

-

ayTOBOCIIQJIMTEIIBHBIMH 3a00/IeBaHUSIMH.

IV. Iu3aiin KAMHHYECKOH anpobanuu.
11. HayyHasi 000CHOBAaHHOCTb H J0CTOBEPHOCTH MOJYYE€HHbIX HA CTAAHH
pa3paboTKH MeToJa /JAaHHBIX, BK/JIK4YAJ] [0Ka3aTeJbCTBa  €ro

0e30MacHOCTH.

B paMKax MHJIOTHOIO CKPUHMHIOBOI'O I€HETUYECKOro HMCCIIEN0BaHUS, KOTOpOe
npoBoguwiock B PI'BY “HL3A” Munsapasa Poccun B 2012-2015 rr., Osu10
obcnenoBano 90 nerel ¢ KIMHMYECKUMHM M J1aOOpaTOPHBIMHU MPOSABIEHUAMHU
IOHOIIIECKOTO apTpuTa. MyTaluH, BbI3bIBAIOIINE Pa3BUTHE ayTOBOCIAIUTEIbHBIX
CMHIOPOMOB, BbIABIeHBI y 13/90 (15%) OOMBHBIX, YTO TOBOPUT O BBICOKOH
pPacmpoCTPaHEeHHOCTH ayTOBOCHIAJIMTENBHBIX CHHIPOMOB B UCCIEAyeMOH rpymre.
[lpoBeneHne  TapreTHoil  WHAMBUAyanusupoBaHHoW  Tepanuu [MBIT vy
00ceI0BaHHBIX  MAalMEeHTOB ¢  HEe3(P(MEKTUBHOCTBIO M  HEXKEJIaTeIbHbIMH
ABIEHHAMH Ha (OHE TpeaIIecTBYIOLIeH Tepanuu INIIOKOKOPTHKOHAAMU U
UMMYHO/IeTIpeCCaHTaMH obecrnevyunsio pasBuTHe pemuccuu Oose3nu,
BOCCTAHOBJIEHME (DYHKIIMM  ONOPHO-ABUraTeJbHOIO  anmnapara, YJydlleHue

¢)H31’I‘~I€CKOT0 H IICUXO0-3MOLKMOHAJIBHOI'O pa3sBHUTHA JIETEH.

TapretHas mHauBHayanusupoBaHHas Tepanus ['MBII Ha OCHOBE IeHETHYECKOH
BepU(UKALMK OMarHo3a MeTOJOM CEKBEHHPOBAHMS HOBOIO TIIOKOJCHHS Y
MallMeHTOB C HOHOLIECKUM apTPUTOM M ayTOBOCIHAIUTE/IbHBIMH CHHAPOMAMH
M03BOJISIET MOBBICUTH ID(PEKTUBHOCTL W OE30MacHOCTh JIEYEHUs, IIPEJLOTBPATHTD
TSOKEJIYH0 WHBJIMIU3ALUIO, YIYYLIMTh KauyeCTBO KH3HU J€Ted M HX CeMeH,
M3MEHUTh HEOIAronpusTHBIA NporHo3 3abosneBaHMH, a TakkKe CHHU3HThH

(brHaHCOBBIE 3aTpaThl TOCYAapCTBA HA Ka)K0I0 MallMeHTa.



JlaHHble NWJIOTHOIO CKPHHMHIOBOI'O TI'€HETHYECKOro MCCIe0BaHus, KOTOpoe
npoBoauiaocs B @I'BY “HII3/1” MunsapaBa Poccum B 2012-2015 rr., ObLIH
nonoxenel Ha Konrpecce IleauatpoB Poccun M omnyOnmMKoOBaHBI B IKypHale

«Bomnpocsl coBpemenHoii neguatpuu» 2015r., Tom 14, Ne3, ¢. 363-373.

12. Onucanne au3aiiHa KJIHHHYECKOH anpodanvu J0J3KHO BKJIKYAThL B

ceds:

12.1. Yka3anne OCHOBHBIX H [IONOJHUTEJAbHBIX (MPH HAJHYHH)
HCC/IeIyeMbIX MapaMeTpoB, KOTOpble OyayT oOLeHHMBAaTbCsi B Xoje
KJIHHHYECKOH anpodauuu;

OcHoBHBIE mnapamMeTpbl, OLEHHBaeMble B XoJe KJIHHHYECKON
anpobauun:

1. OcHOBHbIE mOKazareaud KU3HEHAESATEJBHOCTH OpraHu3ma (Bec, pocT,
TEMIIEpaTypa TeJla, YacToTa CepIAeYHbIX COKpalleHHWH, YacToTa JbIXaHWs,
apTepuajibHOe [aBieHUe), (u3uKalibHOe OOCIeNOBaHHE C OLEHKOH IMapaMeTpoB
BHYTPEHHUX OpPraHoB (rpysHOM M OpIOWIHOH MoJjocTel), OLEHKa MOopaXKeHHs

opraHa 3peHus, cIyxa, IeHTPaJbHOW HEPBHOW CHCTEMBI.

2. Ouenka nabopaTopHbIX IIOKa3aTeleH: KIMHMYECKHMH aHalHu3 KpOBH,
KIMHUYECKUH aHalIu3 MOYM, OMOXMMHMYECKHI aHa/IU3 KPOBH, UMMYHOJIOTHYECKUI
aHanmu3 KpoBu (C-peakTuBHBIM Oenok, aHTHHyKIeapHbli ¢akrtop (ANA),
uMMyHornoOyiaud  1gG ummyHornoOynaun  IgM, wuMmyHornoOynun — IgA,

aHTUCTpenTonu3uH-O, peBMaTOUIHBIM QakTop, aHTUTeNa K JIBYCIHPAIbHOM

JIHK).

3. Hoebili duazHocmuyeckuili Memood 01 noobopa mapzemHou mepanuu —

CCKBeHHpOBaHHe HOBOI'O [MTOKOJICHHHA, HCCJICA0OBaHHUE KOOUPYHOIIHUX H

NpUjIeralluX UHTPOHHBIX obnactel reHoB MVK, MEFV, TNFRSFIA, NLRP3,
NLRP12, CECRI, ILIRN, TMEMI173, NLRC4, LACCI, NOD2, PSTPIP, LPIN2,



PSMBS, TRNTI,

ayTOBOCITAJITUTEJIEHBIX CHHIPOMOB.

4. OueHka > (peKTUBHOCTH JIEHSHUS.

WMunusunyaneHas 2QQEeKTUBHOCTb Tepanuu OyaeT OLeHUBaThCS T10:

cxemoii (3Tanbl U NMpPoueaypPbl, 4 TAKKEe CPOKH H YCJIOBHS HX NMPOBeICHMS,

HHOe);

10

1) nmeguatpuueckum KputepusM AMEpPHKaHCKOW KOJUIETHM PEBMATOJIOIOB

(AKPneau)

2) KpUTEpHsIMH CTaJUK HeaKTUBHOM Gonesuu/pemuccun C. Wallace (2011)
3) ungexcy JADAS71 (Juvenile Arthritis Disease Activity Score)

12.2.Onncanne Au3aiiHa KIHHHYECKOH amnpobamuu ¢ rpaduyeckoi

Hab6op nanuenTos, 300 nanmenTos

(okTs0ps 2015r. — despain 2017r.)

l

MonekyispHO-TeHeTH4eCKoe uccaenopanue, 300 manueHToB, 2 HeJenu

v

BoisiBienne qacThIX MyTauit B renax MEFV, MVK, NLRP3, TNFRSFIA
METO0/10M ceKkBeHupoBaHus 1no Caurepy

v

HUccnenosanue reno MVK, MEFV, TNFRSFIA, NLRP3, NLRP12, CECRI,
ILIRN, TMEM173, NLRC4, LACCI, NOD2, PSTPIP, LPIN2, PSMBS,
T'RNT] mMeTo10M CEKBEHUPOBAHUS HOBOI'O MOKOJIEHHUS

v

Uccnenosanne sx30ua 4 reda NLRP3 nis BeIABIIEHHS MO3aUITH3MA,
HaOmozaaemoro B cirygsae CINCA/NOMID

MyTalHH B KOTOpPbIX MOTYT I[PHBOIAWUTL K pPasBUTHIO




v

TapretHas HHIMBHIYATHU3HPOBAHHAS Tepallus,
300 GonpHBIX

-

™

Onenka s> dekTHBHOCTH Oruenka 0e30macHOCTH

12.3.Onucanue MeTOa, HHCTPYKUHH I10 €ro NpoBeIeHHI0
Byner mpoBeaeHO mpsiMoe aBTOMAaTH4YecKoe CEKBEHMpPOBaHHE C HCIOJb30BaHHEM
Habopa BigDye Terminator Cycle Sequencing Ready Reaction kit (Applied
Biosystems, Foster City, CA, USA) na aBromatuueckoM cexeHatope JJTHK ABI
3500 XL (Applied Biosystems). B crmydae HeBbISBICHHS MyTaUud B IOps4YUX
TOYKax [eHOB, IIePEYUCIIeHHBIX BBIIIE, MAlUMEHTaM C [0J03PEHHEM Ha
ayTOBOCHIATHUTEbHBIE CHHIPOMBI OydeT IIPOBEJEHO HCCIeJOBaHHE  BCeX
KOMUPYIOIIUX M TpPUIIEralollluX HMHTPOHHBIX obnacteir renoB MVK, MEFV,
TNFRSF1A, NLRP3, NLRP12, CECRI, ILIRN, TMEMI173, NLRC4, LACCI,
NOD2, PSTPIP, LPIN2, PSMBS, TRNTI MeToioM CEKBEHHUPOBaHHsS HOBOIO
MOKONIEHHsI, T[O3BOJISIONIET0 OJHOBPEMEHHO aHAIMU3HpOBATh  IPOTSKEHHbIE

Y4acTKH I'eHOoMa 4CJIOBEKA.

CexkBeHMpOBaHKME HOBOTO MOKOJeHus Ha o0opyroBanuu GS Junior Biitouaer B ceds
5 oJramoB: MPUroToBIeHHE OHONMHOTEKH, rMOpUAM3ALMIO, SMyJIbcHOHHYHO [ILIP,

NHPOCEKBEHUPOBAHUE, aHAJIN3 PE3YIILTATOB.

[Tocne reHeTHdeckod Bepu(UKaUMK AMArHosa MNalUeHTaM ¢ IOATBEPKIACHHBIM
nauarso3om KOA ©Ge3 BHeCYCTaBHBIX MPOSIBICHUN ¢ yBEUTOM win Oe3 Hero OyayT
HasHaueHbl uHrubutopsl POHOw@, mnauueHram ¢ cucremHelM JOA -

MOHOKJIOHAJIbHbIE aHTUTEeNa K peuentopy nJie, B ciydae
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Hea((eKTUBHOCTH/HETIEPEHOCUMOCTH — MOHOKJIOHaJbHble aHTHTena k MJIN,
nalKHeHTaM c ayTOBOCHATUTEIbHBIMU CUHpPOMaMHU (cemeitHas
CpeAnu3eMHOMOpPCKas JUXOpaaKa; ceMeilHas XOJIO,E[OB&H‘kpaHHBHHHa/CGMCI‘:IHbe;I
XOJIOJIOBBIA ayTOBOCIIATUTENBHBIA CUHAPOM; CUHAPOM Makia—Yasica; CHHIPOM
CINCA; meBanoHoBas auuIypust; cuHapoMm bray, cuHapom Hakaio-Hummmypa,
CANDLE-cunapom, PAPA - cunapom, cunapoMm Najeed, DIRA, DITRA) —
MOHOKJIOHaNbHble aHTuTena k WJII, nauwentam c¢ runep-IgD-cunapomom
(Hyper-Immunoglobulinemia D-syndrome — HIDS) — MoHOK/I0Ha/IbHBEIE aHTUTEIA

Kk penentopy WMJ16, nauuentam ¢ TRAPS — wuuaruburtopst ®HOa, mpu

Heah(HheKTUBHOCTH/HENIEPEHOCHMOCTH — MOHOK/IOHAIbHBIe aHTUuTena k MJI1.

Ha 3aBepmatomiem »srtane (B TeyeHWe 1 rojga) OyJaeT OLEHUBATHLCS
3G heKTHBHOCTh U 0€30MaCHOCTh TAPreTHOW WHAMBHUAYaTU3HPOBAHHON Tepanuu

['UBI1 y nanuentoB FOA 1 ayToBOCHanUTEIbHBIMU CUHIPOMAaMH.

12.4. OkppaeMasi NpoJOKUTENbHOCTD YYACTHSI NAUNEHTOB B KJIHHHYECKOH
anpo0anuH, OMHCAHHE MOC/IeI0BATEJbHOCTH H MNPOJOJKHTENBHOCTH Beex
MepHOAOB KJIHHHYECKOH anpobauuu, BKIANYAs NepHOA MOCJeayImero

Ha0J/II0JeHHs1, €C/IH TAKOBOH NpeaycMOTpeH;

WccnenoBanue Oyner NpoBoauThbecs B TedeHue 3-x Jjer (2015-2017 rr.).

Cocrour u3 CJOCAYIOIIUX 3TAIlOB!

1 Dran. Otbop OGOJBHBIX, TOCNUTAIM3UPOBAHHBIX B CIENUAIA3UPOBAHHOE
peBmarosioruueckoe otaeneHue. OOcienoBaHHe NALMEHTOB B COOTBETCTBHH C
pazgenom 12.1. MonekynsipHo-reneTudyeckoe  Huccieaosanue. Iloabop u
NpOBeIeHHEe TapreTHOH WHIMBHIYaTU3UPOBAHHON Tepaluyd Ha OCHOBE JIAHHBIX
MOJIEKY/IIPHO-TEHETHYECKOI0 HMCCAeI0BaHus (CpPOK MEPBUYHON TOCIIMTATM3AMH

28 nueif).
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2 Dran. Habmonenue 3a manueHTamu, oneHKa 3(deKTUBHOCTH U 0e30MacHOCTH
tepariud ['MIBI1 — 1 rox (mauueHThl OYyOYyT TOCOMTAIM3UpOBAThCA yepes 12

—_

MecCsLEeB OT Hauajia Teparnuy Ha Cpok a0 14 nHeid).

12.5. Ilepeyenr JaHHBIX, pPerHcTPHPYEMbIX HeNOCPEICTBEHHO B
HHAHBHAYAJbHOH perHcTPauHOHHOH Kapre KIAHHHYECKOH anpodauuu
Meroaa (T.e. 0e3 3amHCH B MEIHUHHCKOH /JOKYMEHTAUMH NAUHEHTA) H
paccMaTpHBaeMbIX B Ka4decTBe napaMeTpoB, YKa3aHHbIX B nyHkre 12.1

HACTOALIEr0 NPOTOKO0JIa KIHHHYeCKOH anpodauHu.

Buzur

Heneasn Iepseprii | 2 nen |52
BH3HUT HeJ

AnamHe3 3a00J1eBaHHs X

OueHKa COMyTCTBYIONIEH MaTOIOTHH X

KommnsroTepHas Tomorpadus opraHos rpyaHod | X X

KJIeTKH

OneHka KpUTEepHEB BKITIOYEHHU/UCKITFOYEHUS X X

MonekynsapHO-reHeTUHeCKOe UCCIeOBaHHE X

Onenka 3G GeKTUBHOCTH IEYSHHS 110 KPUTEPHUIM X

ACR

OcHOBHBI€ [TOKa3aTe/ 1 KU3He1eATeIbHOCTH X X X

OpraHu3Ma’

®uzukanpHoe 00ciIe10BaHUE X X X

Y3U OprolHo# 110J10CTH, NOYEK, CepaLa X X

JlaGopaTopHbie ucclie10BaHUs (KIMHUYECKas X X X

OHOXHMHUS, KIMHUYECKUH aHaIu3 KPOBU, aHAIU3

MOYH)
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KoHcynpranus oraibmosora

KoHcynbranus HeBpoiora

Koncynpraums cypuomnora

IIpoBepka COITyTCTBYIOLLETO JIEYEHUS

I B

OueHka 0e30nacHOCTH X X

1- IlepBeIil 1eHb BBEJEHYS Npenapara.
2- Bec, pocrt, Temneparypa Tesna, 4acToTa CepAeUHbIX COKPALLeHHH,
4acTOTa JIBIXaHWS, apTEPHaAIbHOE 1aBJIEHHE

3- Ilpu HanM4MK NaTONOrMK HA | BU3UTE WJIM HAJIMYMKU [TOKA3aHUH.

V. OTﬁOp H HCRJIKWYI€eHHE MALHEHTOB, KOTOPbIM OKa3biBaeTCsd MEAHUHHCKANA

14

NOMOIIb B pAMKaX KJIHHH4YeCKOH anpodauuu

13. KpurepHuu BK/IIOYeHHS NALHEHTOB,
[TanuenTs! B Bo3pacTe A0 18 net
[ToaTBepkIeHHBIH AMAarHO3 FOBEHUJIBHOTO HauMonaTHyeckoro aprpura (KOUA)
no kpurepusiMm [LAR (MexnyHapoaHO#  JIMrod  peBMaTONIOrMYeCKHX
accoruauuni) u MKb-X.
Hanuuue crieqyrommx CHUMITOMOB: JIMXOpajgka W/HWIKW  Cbillb, W/WIIK
nuMdaneHonaTus, W/WIA rernaToMeranus, WHWIM CIUIGHOMETralus, W/WIx
Cepo3uT (mepuKapAuT, W(MJIM) MUICBPUT, U(UIM) NMEPUTOHUT); HW/UIH apTPUT C
YBEUTOM; H/UJIHM apTPUT C IICOPU30M; H/UIIH apTPUT C KOJTUTOM.
OtcyTcTBUE TPU3HAKOB TyOEpKy1e3a.
OtpuuatenbHbli TecT Ha OepeMeHHOCTh (B ciydasx, I'le OH YMECTEH, U y BCeX
JEBYIIEK B Bo3pacTe crapiue 14 jer).

14. KputepuH HeBK/II0OYE€HHS NALHEHTOB.
Jlrobpie  comyrcTByrolIMe  3a00Ne€BaHHMA UAM  OTJIMYHBIE OT  HOPMBI
nabopaTopHBIE MTOKa3aTeau, KOTOpble MOTYT MOBJIMATL HAa y4yacTHE MalMeHTa B

KJIMHUYECKOH ampobauuy COrjiacHO K/IMHHYECKOH oleHKke Bpaua, Jioboe u3



NPOTHBOIMOKA3aHW{, IE€PEUHUCTAEHHBIX B MHCTPYKLUMM 1O MPHUMEHEHUIO
npenaparoB, 3acTOiHas ceple4yHas HeJ0CTaTOYHOCTb, MMMYHOAE(HULHTHBIE
COCTOSTHUSA. N

Texkymiee nHpEKMOHHOE 3a001eBaHNUE.

Hapymienne ¢QyHKIMM TeyeHM ¢ YpPOBHEM IEHEHOYHBIX aMHUHOTpaHchepas,

MpPEeBBIIIAIOIIUMM HOpMY OoJee yeM B 2 pasa.

1S.KpuTepun HCK/IIOYeHHS MALHEHTOB H3 KJIHHHYECKOH anmpodauuu

(T.e. OCHOBAHHS NMPEeKPALICHHS IPUMEHEHHS aNPoOHPYEeMOro MeToa).

HesxearenbHble siBIEHUS, IPETISTCTBYIOLINE [IPOIOIKEHUIO Teparty.
CouumanpHple MNM WHBIE HPUYMHBL, KOTOpble MOIYT MpPensTCTBOBAThH
[POBEIEHHUIO PETYJISPHBIX MEIUIIMHCKUX 00CIe/I0BaHUH.

HecnocoOHocTe mammeHTa MIM  €ro po,,uHTeneﬁ BBOJIHUTE  JIEKAPCTBO
CaMOCTOATEIBHO, HWJIHM K€ OTCYTCTBHE BO3MOXHOCTH  BOCIOJIb30BaTbCA

MIOMOLLBIO METUIIHHCKOTO PaOOTHHKA /1715l BBEIEHHS [Tperapara.
VI. MeauuuHcKasi NOMOLUb B PAMKAaX KJIHHHYECKOH anpodauuu

16. Buj, popma u ye/1I0BHSI OKA3aHHSA MEAHIHHCKOH MOMOIIH.

Buj - MeauuuHCKast TOMOIIb B paMKaxX KIMHUYECKOH anpodaiii.

VYcnoBus — ctaliioHapHBIE.

q)OpMEl — IIJ1IaHOBas MeIHUIIMHCKAsA [1IOMOILLb.

17.TlepeveHb MeTHUHHCKHX YCIYT (MeIHIHHCKHX BMeIIATe/IbCTB),

18.HaumenoBaHue KpaTtHocTh
[Tpuiem (ocMOTp, KOHCYNIbTALUS ) Bpaya-reHeTHKa [epBUYHBIN 1
[Tprem (ocMOTp, KOHCYIbTALMS ) Bpaya-AeTCKOr0 OHKOJIOrd 1
[IepBUYHBIH
[Tpuem (ocMOTp, KOHCYJIbTALMs) Bpa4a-0TOPHHOJIapHHI0J10ra 1
epBUYHBIN

[Tpuem (ocMOTp, KOHCYJIBTALMs) Bpada-CcypAoiora NepBUYHbIA 1

[Tpuem (ocMOTp, KOHCYIIbTALMA) Bpada-HEBPOJIOra NepBUYHbIHI 1
[Tpuem (ocMOTp, KOHCY/IbTALMA) Bpada-o(pTalbMOJI0ra NepBUYHBIH 1

15



Hii)l;léi\ﬂ_(OCh_/IOTp, ROHcyanauHH) Bpaya-neauaTpa lepBUYHbIA

| I"I-pn-elvi (60MOTp, KOHCYJIbTallHsl ) Bpada-peBMaTo/i0ora rnepBuYHbIi
IIpuem (ocMOTp, KOHCYIBTAIHMS ) Bpaua — TpaBMaTojIora-opromneaa
[IEpBUYHBIA

Tlpuem (0CMOTP, KOHCYIIbTALHS) Bpada-(dTu3raTpa nepBUIHbINA

- OB (KITHHAYECKHiT) aHaIH3 KpOBH

AHain3 KpOBH OMOXMMHUYECKHH 0OILeTepaneBTHIeCKHii

AHanuz Mouu o01IHi '

Koarynorpamma (OpHeHTHPOBOYHOE HCCIIeIOBAHUE CHCTEMBI
remMocrasa)

- OGcnietoBanre Ha apTPUTOreHHbIE HH(EKIHH

| Oripe,ueﬂeHHe aHTHUTEN K calbMOHeluTe kummeunol (Salmonella
enterica) B KpOBH

Onpenenenue anturen kiacco M, G (IgM, IgG) k uepcunuu
sHTepokoauTHKa (Yersinia enterocolitica) B KpoBH

Onpenenenue anturen kiaccoB M, G (IgM, IgG) kK nepcunuun
nceBnoTybepkynesa (Yersinia pseudotuberculosis) B kpoBu
MoutekynsipHO-0H0IOrHYEeCKOe HCclieJOBaHHe KPOBH Ha BUPYC
OnmreiiHa - bappa (Epstein - Barr virus)
MonekyaspHo-061oIoruueckoe ucclieJoBaHue KpOBH Ha
nurtomeranosupyc (Cytomegalovirus)

Onpenenenue antuten kiaccos A, M, G (IgA, IgM, IgG)
xnamuanu Tpaxomatuc (Chlamydia trachomatis) B kpoBu
Onpenenenue antuten knaccoB M, G (IgM, 1gG)
uutoMeranosupycy (Cytomegalovirus) B KpoBu

Omnpenenenue antuten kraccoB M, G (IgM, IgG) x Bupycy
OnureiiHa - bappa (Epstein - Barr virus) B Kposu

Onpenenenue HuzkoaBuaHbIX antuten kinacca G (IgG) k Bupycy
npocroro reprneca (Herpes simplex virus 1, 2) B KpoBu
[luTonoruyeckoe nccaea0BaHUe Ma3Kka KOCTHOrO MO3ra (1oacyeT
(hopMy bl KOCTHOTO MO3ra)

[TonyyeHHe LUTONOrHYECKOro Ipenapara KOCTHOIO MO3ra IIyTeM
MYHKIHH

VccreoBanme MaTepHaia KejayaKa Ha Halndue relukodaKTep
runopu (Helicobacter pylori)

16
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Mopdodonorudeckoe ucciae0BaHUE pernapara TKaHeH TOICTOH
KHIIKH

Mopdooruyeckoe ucciae0BaHUE IpenapaTta TKaHeH NpsAMoi
KHIITKH

Ornpegenense KOHIEHTparii C-peakTHBHOTO Gelka B CHIBOPOTKE
KPOBH

HccnenosaHre aHTUTEN K aHTUIeHaM siapa KieTkd u JJHK
Omnpenenenue aHTUCTPENTONU3UHA-O B CHIBOPOTKE KPOBU
HcenenoBanue peBMaTOMIHOTO (DakTOpa B KPOBH

Onpenenenue HLA-anTureHoB

OmnpeneneHnue 0CHOBHBIX Ipyni Kposu (A, B, 0)

Onpenenenue pesyc-IpUHAIEKHOCTH
MonexynapHO-reHeTH4eCcKoe UCC/Ie0BaHHe MyTaluil TeHOB
HccnenoBanue ypoBHs CBIBOPOTOYHBIX HMMYHOITIO0Y/IMHOB B KPOBH
ViccnenoBanue ypOBHS (DeppUTHHA B KPOBH

- Ouarosas npoba ¢ TyOepKyJIHHOM
330¢aroracTpo1yo1eHOCKOIHs

Toncrokuieynas 3HA0CKONUS

bromMukpockomnus riasa

Dxokapauorpadus

MarauTHO-pe3oHaHCHas ToMOrpadusi CycTaBoB (OJIMH CYCTaB)
[IpoBeneHrEe MarHUTHO-PE30HAHCHBIX TOMOIPAPHUUECKHUX
HCClIe0BaHHH

PeHTreHoqeHCUTOMETPUS MOACHUYHOTO OT/ej1a MO3BOHOYHMKA
CrninpanbHas KOMIIBIOTEPHAs TOMOrpadus cycrasa
KommnbroTepHas ToMorpadus oprasoB rpyaHOH 10J0CTH
HccnenoBaHre KOCTHOTO MO3ra

DnexTpokapadorpamMma

KomrmiekcHoe yiabTpa3ByKOBO€ UCCIIeI0BAHHE BHYTPEHHUX OPraHOB
B3sTHe KpOBU M3 BEHbI

Karerepuzauus nepudepuueckoi BeHbl

BHyTpuMBIlIeyHast / OAKOXKHASA HHbEKLIHS

BHyTpHuBEeHHOE BIMBaHHE KaleabHOe

E’keHEeBHbIA OCMOTP BPa4yOM-PEBMATOJIOrOM ¢ HAaOJIIOAEHHEM H
YXOJIOM Cpe[Hero 1 Miaaliero MeAMIMHCKOro epcoHasla B
OTIeNeHUH CTalluoHapa

17
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18. JlekapcTBeHHble mpenapatbl A MEAHUHHCKOrO TNpPHMEHeHHs,
AO3HPOBKA, 4YacTora  npuemMa, cnocol  BBeAeHHN, A  TaKKe

NpOAOJIZ KHTEJIbHOCTH npuemMa, BRJIKOYasl nepHoOabI nocd/jieayrwumero

HAO0JII0/ieHHS;

AHaTomo- MHH, cnoco6 Yacrora Ilpoxoszk  lo3upos
TepaneBTHYECKO BBe/IeHH S npuema HTe/IbLHOC Ka

-XHMHYecKast Thb

KJIaccupukanus npueMa
Amnajioru Merotpekcar, 1 pa3 B Hex 52 nepenu B
(onueBoit B/M CpeHUX
KMCIIOTBI BO3pacTH
Nuruburopsl Ananumymab, 1 pa3 B3 Hexn 52 Henenu  BIX
(akropa Hekpo3a /K ZJO3UPOBK
ONyXOnM anba  DTaHepuenr, 1 pa3 B Hen 52 Hepnenu axB
(PHO-anbda) /K 3aBUCHMO
HMuruburopsl Touunuszymab, 1 pa3B2 Hen 52 Hepenu CTH OT
MHTepieiKrHa B/B Beca u
NJ16 pocra
HUHruburopsl Kanakunyma0b, 1 pa3 B4 Hen 52 megenu pedeHka
HHTepreliKuHa /K
Z8]8!

ITepeuenn uenoab3yemMpIx OHOJOrHYECKHX MATEPHAJIOB.

HET

HaumenoBaHus MeJHIHHCKHX H3}1€J’llflf‘l, B ToOM qHuc/jie

HMILIAHTHPYEMBIX B OPraHH3M Ye/I0BeKa.
18




Hcnone3yemple MeOULIMHCKHE H3[E/UsA: KaTeTep sl BIMBAHMS B MaJlbie
BeHbl (Mria-0abouka), KaTeTep MNOJAKIIOYUYHBIN, cucTtema (YCTPOHCTBO) A/
BHYTPHBEHHBIX BIMBAHUH, IINPUL TyOepKyJIHHOBBIH, ;inpuu MeTULUHCKU I
WHBEKLWUOHHBIM  OJHOKPATHOrO  INPUMEHEHHMs, KaHIIs  BHYTPHUBEHHAas,
OJHOKpPaTHOrO NpHMeHeHHs, OUHT MapieBbld, canderka cTepusibHas, OUHT
3ACTHYHBIA MMMOOMIIM3UPYIOLINH, MEpYaTKH XHPYPru4e€CKHE OJHOKPATHOTO

[NPUMEHECHH A, KaTeTep AJI5 BHYTPHUBEHHBIX BIIMBaHUHU OJHOKPAaTHOI'O

NpUMEHeHHsI, Ha0Op MMyHKIIMOHHBIN, HA0Op OMONCHITHBIH.

H HHOE.

VII. Ouenka 3¢p(peKTHBHOCTH MeTOAA
B 2015 r. OGyaer npenocTaBlieH HPOMEXYTOYHBIM oT4deT Nel, BKIHOYarOLIUH

pe3yJbTaThl MOJICKYJISIPHO-TeHeTHYecKoro uccnegosanus 100 nanueHToB.

B 2016 r. Oymer npenocraBiieH NPOMEXYTOYHBIH oTdeT Ne2, BKIIIOYArOLIUH
pe3yabTaThl MOJIEKYJISPHO-TeHeTHYecKoro uecjeaosanus 300 nauueHToB U aHallu3
s¢pdextuBHocTH U GezonacHocTd Tepanuu ['MBIT 100 nauueHToOB, BKIIOYEHHBIX B

2015r.

B 2017 r. 6ynet npenocTaBieH OKOHYATEIbHBIN OTYET, BKIFOYAIOLIMI Pe3yJIbTaThI
MOJIEKYJISIpHO-TeHeTUYecKoro  uccinenosanus 300 naguMeHTOB W aHA/W3

s dexkTuBHOCTH U Oe3omacHocTH Tepanuu ['MBIT 300 nauuenTos.

19. Ilepeyenb nokaszareei 3pGPeKTHBHOCTH.

HHnHBﬁﬂyaanaﬂ 3>pdeKkTuBHOCT  Tepanuu  OyAeT  OLEHMBATbCs  TI0
neluaTpu4ecKuM  KpUTepusiM  AMEpPHKAaHCKOH  KOJUIETHH  PEBMAarojoroB
(AKPneam).

Hnsa ouenku sbhdekra no kpurepusm AKPnennm wucnonesyrorcs cClieayloniue

IIOKa3aTeIu:
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YHCJIO CYCTaBOB C aKTHBHBIM apTPHTOM,
YHCJIO CYyCTaBOB C HapylleHHeM (QyHKLUH,

COD unu ceiBopoTouHas koHueHTpauus CPB.

rnoGanbHYH OLIEHKY aKTUBHOCTH OosiesHM BpadoMm 1o 100 MM BH3yaibHOM
ananoroBoii mkaie BAIII (6amnsl),

OLieHKA NALUEeHTOM MM €ro poAHTeseM OOLIEero caMo4yBCTBHS (C IOMOLIBIO
BAIII),

(GyHKIHOHAIBHYO cr1ocoOHOCTH 110 BonpocHUky CHAQ,

Ilokazatern AKPnemu 30, 50 wu 70 onpezenstorcs Kak yIydlleHHe,
coorBeTcTBeHHO, Ha 30, 50 unm 70% 1o cpaBHEHHUIO C UCXOJIHBIM 3HAUEHUEM He
MeHee, 4eM 3 M3 6 mokasartelsied IIpH BO3MOXXKHOM yxyauienun Ha 30 % ne Oousee
yeMm | mokazaresns.

HesddexkTuBHOCTS npenapara OyaeT KOHCTATUPOBATHCS B ciryyae oTcyTcTBus 30%
yaydiieHus Mo mneauatpudeckuM KputepusMm AKP B Teuenme MmuHMMyM 3
MecCsLEB.

IleneBbIMM  TOKazaTeldssMH  3(P(GEKTUBHOCTH NPOBOAMMOH Tepanuu  Oyaer
CUMTAThCAd  4YacToTa  JOCTH)KEHMS  CTaAMM  HEakTHBHOM  OojesHH u
hapMaKoIOriueckoit peMuccHd 3a0ojeBaHUs B COOTBETCTBHH C KPUTEPUIMHU
C.Wallace.

Craryc HeaKTUBHOM 00JI€3HU pErUCTPUPYETCs] UCXOAs U3 CIeAYIOLIUX KPUTEPHEB:

OTCYTCTBHE CYCTABOB C aKTUBHBIM apTPUTOM;

OTCYTCTBHE JIMXOpaAKH, CBIMH, CEPO3UTOB, CIUICHOMErajWH, I'eHepaIu30BaHHOH
auM(pageHOIaTHH;

OTCYTCTBHE aKTUBHOT'O YBEUTa,;

HopMasbHble 3HayeHuss COD u (un) CPB;

OTCYTCTBHE aKTUBHOCTH Dos1e3HH 1o olenke Bpaya (1o BALL);

JUTUTEJIBHOCTH YTPeHHEeH CKOBAHHOCTH MeHee 15 MUHYT.
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Yro6Bl KOHCTATHPOBATh OTCYTCTBHE AaKTHBHOCTH Oone3Hu (HeakTuBHas (asa
Oome3Hu), NaUMEHT JODKeH OyJeT yAOBIEeTBOPATH BCEM I[1€PEeYHCIIEHHBIM
KPUTEPHUSM. N

@apMakojoruyeckas peMUCCHsS YCTaHaBIMUBaeTCs B Clydae, ecid OOJe3Hb
HAXOJUJacCh B HEaKTHMBHOM COCTOSHMH Ha (oOHe JIeKapCTBEHHOH Tepanuu B
TedyeHue 6 1ocjie10BaTelbHbIX MECALEB HabI0AeH s

[Tokazatens «IIpofO/KUTENBHOCT PEMHCCHM»  BBIpaXkaeTcs B MeCsLax,
MPOIIEIIAX C MOMEHTA HACTYIUIEHUsI HeaKTUBHOM (a3pl Gones3Hu.
DddexkTHBHOCTE Tepanuu Takke OyaeT oueHuBarbess o uHAeke JADAST7I
(Juvenile Arthritis Disease Activity Score) (4MC/IO CYCTaBOB C AaKTHBHBIM
apTpuTOoM, ri0baspHas OLEHKa aKTuBHOCTH OosiesHu BpadoM 1o 10 cm
BU3yallbHOW aHayoroBoi 1kane BAILL, onenka mauueHTOM HUIM €ro poOaUTENIEM
ob6iero camouyBcTBHsA o 10 cM Bu3yanbHO#t anajorosoi wmkane BAILLL COD).
[Tokazatenb COD 6yner paccuuthiBathes 10 (popmyine (COD — 20)/10. Muaekc

JADAST71 6ynet paccunTaH Kak IIpocTas JMHeHHas cymMma 6aioB 4 moxasaresen

(0-101).

20. Ilepe4eHb KpuTepHEB AOMOJHHTE/ILHOH HEHHOCTH.
besonacHOoCcTs Teparnmuu OyJeT OLICHHUBATBCS IIyTEM YyueTa HeXeNaTelbHbIX
SBJIEHWH Yy BCeX TMAlUEHTOB, IMOJY4YaBIIMX XOTs OBl OJHY J03y Ipenapara,

BKJIFOYEHHOTO B CXeMY TapreTHOH HHAMBM/YalIU3UPOBAHHON Tepalluu.

21. MeToabl H CPOKH OLEHKH, PerHCTPallHH, y4eTa H aHAJ/IH3a NOoKa3aTe/eH
3¢ heKTHBHOCTH.

Ha kaxzaoro OoIbHOro, BKJIIOYEHHOIO B  MCCJI€IOBaHME,  3aIOJIHICTCH
HHIUBHIYyalbHas pEerucTpalldOHHAs KapTa HaOMOJeHHs IalueHTa. AHanu3
napamMeTpoB 3(G(HEKTUBHOCTU IMPOU3BOAUTCA € IIOMOIIBIO COOTBETCTBYHOILINX

MaTeMaTH4YeCKHUX U CTATUCTHYECKHUX METOOOB HEPE3 12 mecseB JeUeHus.
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I"'onbl 2015r. | 2016r. |2017r.

UKCIIo NAnueHToB, BIIIOYEHHBIX B Hecnenosanne | 100 150 50

B 2015r. nnanupyetcs BkmouuTh 100 mnanuwenToB. Y O0nBHBIX  OyayT
NPOaHAJIM3UPOBaHbl M OXapaKTepHU30BaHbl KIMHWUYECKHE W JabopaTtopHble
noxasareJid 3abosieBaHUs U 3()PEKTUBHOCTH paHee NMPOBOAUMOMN Tepanuu, OyaeT
IIPOBE/IEHO MOJIEKYJISIPHO-F€HEeTHYEeCKOe HCCeoBaHWe M Ha3HayeHa TapreTHas
WHIAVUBUyanu3upoBaHHas Tepanus. B xonune rona Oyner npenocraBieH

IIPOMEXYTOUHBIN oTdeT Nel.

B 2016r. B KIMHUYECKYIO anpoOaluio fiaHupyercs BKIoYUTh 150 nauueHTos, y
KOTOPBIX TaKxe OyIyT NpoaHaJIU3UpOBaHbl M OXapaKTepPH30BaHbl KIMHUYECKHE U
nabopatopHble nokasateny 3adoneBanus U 3QOEeKTUBHOCTL paHee NPOBOIMMON
Tepanuy, OyJeT INpOBeIEHO MOJEKYISPHO-TeHETHYECKOe HCCIIe0BaHHe U
HAa3Ha4yeHa TapreTHas HWHIMBUAYAIM3UpOBaHHAs Tepanus. Takke [UIaHUupyercs
MOBTOPHO rocnutanusupoBath 100 manuenTos, BKmoueHHbIX B 20151, ans
OLIEHKH (P (PeKTUBHOCTH U 0€30MacCHOCTH Tepanuu vepe3 12 MecsLeB OT Haydaja

nedyeHus. B xoHue roga Oyaer npenoctaBiieH NPpOMeKyTOUHbIN oTyeT No2.

B 2017r. nnanupyercs Brao4dTh S0 nmauuMeHToB, OyIeT OUEHUBAThCS
3h(hexTuBHOCTL W Oe3onacHocTb mnpoBoauMol Tepanuu y 200 OonbHbIX,
BKJIFOYEHHBIX B KIIMHU4YECKYIO anpodanuio B 2016r. yepe3 12 mecsueB oT Havaja

nedeHus. B koH1e roja 6y)1eT npeaocCTaBJICH OKOHYaTe/IbHBIH OTYeT.

VIII. CtaTtucTHKA
22. Onucanve cTpaTerH4ecKHX MeTOA0B, KOTOpble JpeAnojaraercs
HCMOJIB30BATH Ha INPOMEXKYTOYHBIX JTamax aHa/idia pe3yJbTaToB
KJIHHHYECKOH anpofamud M NpH ee OKOHYAHHH. YPOBeHb 3HAYHMOCTH

NPpHMEHAEMbIX CTATHCTHYECKHX METOA0B.
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Bce cratucTtHueckue TecThl OyAyT HPOBOAUTHCS €  UCHOJB30BaHUEM
IBYCTOPOHHHMX KpUTepHUEB ¢ ypoBHeM noctoBepHOocTH 0.05. Bee 3HaueHust p OyayT
paccYuUTaHbl ¢ TOYHOCTBIO 2 JeCATHYHBIX 3HAKOB. J{/1s Hen-iﬁepsrsﬂsrx [epeMeHHbIX
OyZAyT pacCcUMTaHBbl ClIEAYIONIME CyMMapHble CTATUCTUYECKUE MTapaMeTphl: pasmep
BbIOOpKHM, CpefHee, CTaHIAApTHOE OTKJIOHEHHWE, CTaHIapTHas OIMOKa, MeauaHa,
KBapTHIIH, MHHHMalibHO® W MaKCHMalbHOe 3Ha4yeHus. JUis KaTeropuaibHbIX
[IEPEMEHHBIX OYyIyT IMpUBEAEHbl YMCIO M MPOLEHT MalUeHTOB B KaXKIOH

KaTeropuHu.

Jlns oueHKH u3MeHeHUH OyzaeT ucronb3oBaH Kputepuil CThIOJEHTA A MapHBIX
3HavyeHHi. B kavecTBe mnoaTBepXKAarolllero MeTroJa MOKeT OBITh HCIOIb30BaH
HelapaMeTpUUYecKUid TeCcT (KpUTEpUi paHroBblX cyMM BHIIKOKcOHA 1S MapHbIX
3Ha4yeHMi). [l COOTBETCTBYIOIIMX TMEPEeMEHHBIX A(PGEKTHBHOCTH MOKET
npuBoauThes  95% noBepuTenbHBIM HHTepBan., Ecmm OyayT HeoOXOIUMEI
IPYNIIOBBIE CPaBHEHMS, MU HEIPEepPbIBHBIX NEPEMEHHBIX CPABHEHMS I10 KaKIOMY
BU3UTY M KOHEYHOH TOYKe OYAYyT MPOBOAUTHECS C HCIIOIb30BAHUEM MOJIETH
aucnepcronHoro ananuza (ANOVA). CpaBHeHHs KaTeropHalbHbIX MEPEMEHHBIX
OyAyT NMPOBOAMUTBECS C MOMOILBIO KPUTEPHUS XHU-KBaApaT WM TOYHOIO KPUTEPUs
Oumepa, a Takke ¢ Hcrnoab3oBaHueM KputTepus Kpyckana-Bumnuca (umm

MoJ0OHOrO KPUTEPHs) /LISl YIIOPSAOUEHHBIX KaTeropuil.

23. IlaanupyemMoe 4HC/10 NALNEHTOB, KOTOPLIM OyJeT 0Ka3aHAa
MeIHLHHCKAS MOMOLIb B PAMKAX KJIAHHHYeCKOH anpobdaumu ¢ uesabio
nonaaéTeﬂbﬂo 3ppexTuBHOCTH anpodupyemoro meroaa. O6ocHOBaHHe YHC/IA
NAalHEeHTOB, BK/JIIOYas pacyeTsbl A/151 000CHOBaHUS.

B paMkax kiauHH4ecko# ampoOauuu raHupyercs oocnenosaTs 300 mauueHTOB ¢
FOHOIIECKAM apTPUTOM M ayTOBOCHAlUTeIbHBIMH cuHIApoMamu. B Poccuu Ha

JaHHBIK MOMEHT 3aperucTpupOBaHO 24 nauMeHTa C aAyTOBOCIHA/IMTC/IbHBIMHU
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3aboneBaHUsIMM. YYUTBIBas, YTO pPaclpOCTPAHEHHOCTh ayTOBOCHAIUTE/IbHbIX
CUHApPOMOB He Menee l:1maH., B Poccun ot 150 nereir no 400 pereit ¢
ayTOBOCTIQJIMTENIEHBIMUA CUHAPOMaMH HaOIOal0TCs C ;I/IaI‘HO3OM FOHOIIIECKHA
apTpUT W TIONYy4alOT HeaJeKBaTHYK Tepanuioo. B pamMkax NHIOTHOro
CKPUHHMHI'OBOI'O T'€HEeTHYECKOI0 HCCIeJoBaHMs, KoTopoe nposoauinocs B GI'BY
“HIBA” Munsiapasa Poccun B 2012-2015rr. MyTauumy, BbI3bIBAIOLIME Pa3sBUTHE

ayTOBOCTIIANIMTENbHBIX CHHAPOMOB BbIABIEeHBI Yy 13/90 (15%) OGonbHbIX

IOHOLICCKHM aPTPHUTOM.

B kimHHueckod anpobauuu Oyaer MNPOBOAUTHECS CIUIOLIHOE HCCJIeI0BaHKe
nauueHToB ¢ FOA B Teuenue 3-x ner. Beibopka ¢popmupyercs ¢ y4eToM TOro, 4To
10-15% w3 3THUX 0OJBHBIX OYIyT C ayTOBOCHAJMUTENbHbIMU cCUHApoMamu. s

JOCTHUXKEHHA NOCTOBEPHOCTU B I'PYIITY HOJIXKHBI OBITH BKJIIOYeHBI He MeHee 300

00JIbHBIX.

IX. O6beM (puHAHCOBBIX 3aTpaT

24. Onucanue npuMeHsieMOro MeToJa pacyeTa o0beMa (PMHAHCOBBIX 3aTPAT.
Pacuer HopMaTHBa ()MHAHCOBBIX 3aTPaT NPOU3BOAUTCA HAa OCHOBAHUHU CTAHIAPTOB
OKa3aHHs CIEeLHAIN3UPOBAHHOM MOMOILK JETSM C FoHOLIecKUM apTpuToM (MO8) n
IOHOIIECKUM apTpUTOM ¢ cucTeMHbIM Haudaiom (MO08.2). Takxe HOpPMaTHBBI
YYUTBIBAIOT (aKTHYECKHEe PacXoAbl MpPH TPeX TOCMUTAIU3aLUAX MalKeHTa

(mepBUYHOMN U JABYX MNOBTOPHBIX).

HopMmaTuB (hMHAHCOBBIX 3aTpaT BKIOYaeT B cebs pacxo/ibl Ha 3apaboTHYIO IIaTy,
HAUYUCJIEHUs] Ha OIUIaTy TPpy/a, MpPOYHe BBIILIATHI, IPUOOpPETEHHE JIEKApCTBEHHBIX
CPE/ICTB, PacXxOAHBbIX MaTepHUanoB, MNPOJYKTOB IHUTAHHUSA, MATCKOIO MHBEHTaps,
MEIMLIMHCKOIO  HHCTPYMEHTApHs, PEeakTUBOB M  XMMMKATOB,  [POYHX

MaTepHalbHbIX 3aracoB, - pacxo/bl Ha OIlJIaTy CTOUMMOCTH na6opaT0pr1x H
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WHCTPYMEHTAJIbHBIX MCCII0OBAHUI, MPOBOAUMBIX B JIPYTUX YUpexKAeHUsX (npu
OTCYTCTBHUM B MEMMUMHCKOH oOprauuzauuy naboparopund M JUArHOCTHYECKOTO
obopy/oBaHus), OpraHM3aldd I[UTaHUA (IIPH OTCYTCTBHH OPraHM30BaHHOIO
HNUTaHUST B MEJMUMHCKOH OpraHu3allM), pacXo/bl Ha OIlIaTy YCIYI CBSI3M,
TPAHCHOPTHBIX YCIYT, KOMMYHaJbHBIX YCIYI, PadoT M YCIYr [0 COJEpiKaHUIO
MMYILIECTBA, PacXo/ibl Ha apeHAHYIO, IJIaTy 3a 10JIb30BaHHe MUMYLIECTBOM, OIIATy
NporpaMMHOro olecrieyeHuss M MPOYMX YCIYr, CcoUHallbHOE olecredeHue
pabOTHUKOB MEJIMIMHCKUX OpraHu3alliii, yCTaHOBJIEHHOE 3aKOHOATE/IbCTBOM

Poccuiickoi (I)eﬂepaunu, [Npo4He pacxokbl, pacxolhbl Ha npnoﬁpeTeHHe OCHOBHBIX

cpeacts (000py1oBaHME, IPOU3BOICTBEHHBIH U XO35HCTBEHHBIH HHBEHTAph).

25.llpeaBapureiibHblii  pacder o0bema (HHAHCOBBLIX 3aTpaT Ha
OKa3aHHe MeHIHHCKOH NOMOIIH B PAMKAaX KJIMHHYECKOH anpodanuu

OO61ast cTOMMOCTB arpodaluy MeTo/1a B OIHOM cilyyae coctasisieT 363 275
pyo. 05 xomn. Ilnanupyemoe konuvecTBo ciydaeB ampobaimu — 300. OOmas
cTouMocCTb anpobauuu coctaBut 108 982 515 py6. 00 xori.

B Tom uucie B 2015 roay — 100 nanuenToB Ha cymmy 22 584 353 pyG. 00
Korl., B 2016 rojxy — 150 mauuenTos Ha cymmy 50 070 637 py6. 00 xom., B 2017
roay — 50 nauueHToB Ha cymmy 36 327 505 py6. 00 kor.
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Pacuer meroaa Tapre'moﬁ HHHHBHHya.ﬂHC!HpOBaHHOﬁ Tepanuu reimo-
HHKEHEPHBIMH OMOJIOrHYeCKHMH npenaparamMum JeTeH ¢ IOHOMIeCKHM APTPHTOM
U ayTOBOCHAJINTE/IbHBIMH CHHAPOMAaMH C IIPHMeHEeHHeM CeKBeHHPOBaAHHS
HOBOI'O MOKOJIEHHS /1JIsl FeHeTHYeCcKoH BEpHd)HKallHH JAHATHO3a

HaumenoBanue saTpart

Cymma

1. 3aTpaThl Ha omNIATY TPYy/la C HAYMCIEHUSIMHU Ha BBIILIATHI 110
or1ate Tpyaa pabOTHUKOB, HETIOCPEICTEBEHHO CBS3aHHBIX C
OKa3aHHeM MeIUIIMHCKOM IMOMOIIN 110 KaKIOMY ITPOTOKOITY
KITMHUYECKOIt anpodaiuu

70 101 py6. 75 xor.

2. 3aTpaThsl Ha IpUOOpeTeH e MaTepHAIbHBIX 3a1acoB
(JlekapcTBEHHBIX MPeEnapaToB, MEIMIHUHCKOIO HHCTPYMEHTApHS,
peaKTUBOB, XHMUKATOB, MSICKOI'O MHBEHTAPS, POYMX PACXOMHbIX
MaTepHaloB, BKJIKOYas UMIIAHTHI, B)KUBIISEMbIe B OPraHU3M
YeJIoBeKa, JPYrux MeJMLIMHCKUX U3/1e/IHii) 1 0c000 LHeHHOro
JBHKHMOTO UMYILECTBA, IOTPe0IsieMbIX (MCIIONb3YEMBIX) B
paMKax OKa3zaHWs MEIULHUHCKOW MTOMOILH 110 KaKIOMy
MIPOTOKOJY KJIMHUYECKOH anpodanuu

240 924 py6. 91 xor.

3. Unble 3aTpathl, HENOCPEACTBEHHO CBA3aHHBIE C peanu3aluei
NPOTOKOJIA KIIMHUYECKOH arnpodaruu

26 034 py6. 93 xor.

4. 3aTpaTbl Ha 001EX03HCTBEHHbIE HY % /Ibl (KOMMYHAJILHBIE
YCJIyTH, Pacxobl Ha COJEPKAHUE UMYLIECTBA, CBS3b, TPAHCIIOPT,
oIuiata Tpy/Ja ¢ Ha4MCJIEHHsIMH Ha BBIIIIATHI [10 OIU1aTe Tpyla
pabOTHUKOB, KOTOPbIE HE IPUHUMAIOT HEIOCPEICTBEHHOIO
y4YacTusi B peaju3alluy pOTOKOJIa KIMHUYEeCKOH arpobalinn)

26 213 py6. 46 xor.

4.]1. U3 HUX pacXo/bl Ha OIUIATy TPYJa ¢ HAa4UCICHUIMH Ha
BBIILIATHI 110 OILIaTe TPyJAa pabOTHHKOB, KOTOphIE He
NPHHUAMAIOT HEIOCPEICTBEHHOTO Y4acTHs B peaiu3alnu
IIPOTOKOJIa KIIMHUYECKOH arnpobaiuu

20 184 py©. 36 xom.

WUroro:

363 275 pyo. 05 komn.

akagemuk PAH
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