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OBHLIASA XAPAKTEPUCTHUKA PABOTHBI

AKTyaJ'ILHOCTL TEMbI UCCJICT0BAHUA

[TepBuunsie uMmmyHoaepuiuThl (ITMJ1) — 5T0 TeHETHYECKH JeTEPMUHUPOBAHHBIC
3a00yieBaHUsA, C HEOOpaTUMBIM HapylIeHHEM (YHKIMM HMMYHHOM CHCTEMBI
[Ky3bmenko u jp., 2017; Jlateiiesa u ap., 2016; lllepouna A.1O. u ap., 2018].

3naunmyro 4dactb [IUJ[ — 50% u Oosiee — cOCTaBASIOT MUMMYHOACPUIHUTHI C
HapyIICHWEM WM MOJHBIM OTCYTCTBHEM CHHTe3a crenudpuyeckux anturen — [T c
rymopainbHbiM AedektoMm (coriacHo peructpy ESID — https:/cci-reporting.uniklinik-
freiburg.de). HawmbGonee spxkum mnpumepom [Nl ¢ M30IUpOBaHHBIM T'yMOpPaIbHBIM
nedeKToM SBIETCS arammaryiooyiamHemus c¢ naedumutom B-kimerok, mpu stom X-
cuerutennbiii Bapuant (XLA) cocraBiser no 85% nmannoi rpymnmsl [T [Shillitoe u
ap., 2017]. Kpome toro, x IIMJl ¢ rymopanbHbIM JePEKTOM OTHOCHTCS OOIIas
BapuabenbHas nMMyHHas Hepoctarounocts (OBMH) [Bousfiha u ap., 2018]. U3BecTtHo,
YTO HapylIeHHE TYMOPAIBHOTO OTBETAa MPUBOAMT K YaCTOM 3a00JI€BAEMOCTH TXKEIBIMU
OakTepHAIbHBIMA ~ WHOEKIUSIMU ¥ K  (OPMUPOBAHUIO XPOHUYECKUX  OYATOB:
NAaHCUHYCUTOB, OTHTOB, OpoHXHUTOB W mpod. [Ochs u np., 2014]. Heundekunonusie
ociokHeHus: rymopanbHbiX [IMJ] (BocmanmurTenbHble 3a00j€BaHUS KHUIIEYHUKA,
HOJIMAPTPHUT, IUTONICHUH) CYIIIECTBEHHO MeHee u3yueHsl [Barmettler u ap., 2017].

OCHOBHBIM TNATOTEHETHYECKUM METOJIOM JiedeHueM rymopaibHbix [1TM]]
ABIIIETCS 3aMECTUTENbHAS Tepamnusi ¢ MPUMEHEHUEM BHYTPUBEHHOTO WJIM MOJKOXHOTO
BBEJICHUS 4esoBedeckoro ummyHornooymuaa [Ochs u  ap., 2014]. HawuGomnee
pacnopoCTpaHEHHBIM BHUJOM 3aMECTUTENbHOM Tepanuu B Pocculickonn ®enepauuu B
HACTOSAIIEE BpEMS SIBIAIOTCS PEryJisipHbIe (€KEMECSUHbIE) MOKU3HEHHBIE BBEICHUS
BHyTpuBeHHOTO MMMyHoroOynuna (BBUID') [Llep6buna u np., 2018]. [locnennuii He
ABIIIETCS CHUHTETUYECKHMM NPOAYKTOM, MPOU3BOJUTCS W3 MYJIHMPOBAHHOW IJIa3Mbl
JIOHOPOB, TPeOyeT BBICOKOM CTENEHH OYUCTKU W BHUPYCHUHAKTHBAIMH, YTO OINpPEAEISET
3HAYUTEIIBHOCTh IIEHbI KOHeuHoro mpoaykra [Cal u np., 2013]. B cBorwo odepenn
BBICOKasg CcTOMMOCTh mnpemnaparoB BBUI' Hepeako mnpuBogur K OTKazy H

HCPETyJLIPHOCTH B oOecriedeHUU OOJIBHBIX JTHMH nperaaparaMmu M3 CpPCACTB
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rOCyIapCTBEHHOTO OIO/XKETa MJIM 3a CUET 00513aTeIbHOI0 MEIULMHCKOTO CTPaXOBaHUsI.
N3yyeHne KIMHUYECKON U COLIMAIbHOM 3HAYMMOCTH, a Takke (apMaKOIKOHOMUYECKUN
aHanu3 NMPUMEHEHUs 3aMecTUuTeNbHOU Tepanuu BBUI, HawaToM 10 Haydama TsKEIbIX
ocnoxkuenuit IIMJ[ ¢ rymMopandbHbIM Je(peKTOM, TpEeACTaBiseT OOJIBIIONW HHTEpEC.
KnrouoM K paHHeMy Hadally TEpanuu SIBJISIETCA PaHHSASA JUATHOCTHUKA T'yMOPaJIbHBIX
MU [Shillitoe u np., 2019]. XapakrepucThka KIMHUYECKHMX M MOJICKYJISIPHO-
reHeTuueckux MapkepoB [N ¢ rymopanbHbIM 1€(EKTOM B POCCUMCKON MOIYJISIINH,
BBISIBJICHHE KOTOPBIX ITOMOXET PAHHEHM MX JHATHOCTUKH, SIBIIETCS BAXXKHBIM JITAIlOM
YIIYYLIEHHUS IOMOILU 3TUM MAllUEHTAM.
eab uccaexoBanus

Onenka »>¢dekTuBHOCTH #  (HaPMAKOIKOHOMHYECKUN aHAIN3 TMPUMEHEHUS

3aMECTUTEJIBHOW  Tepalmuu C  HUCIIOJb30BAHMEM  IIPENAPATOB  BHYTPHUBEHHBIX

uMMyHOTII00ynuHoB y neteit ¢ [IN]] ¢ rymopansHbiM qedeKkToM.

3agaum uccae10BaHuA

1. Ouenute B Poccuiickoii ®enepanuy ypoBEHb IJUArHOCTUKHM M CPOKH
MOCTAaHOBKH AuarHosa y aereit ¢ [IN]] ¢ rymopanbHbIM JedeKToM.

2. [IpoBecTn  aHamu3  BO3MOXKHOCTHM  HCIOJIB30BAaTh  OMNPENIEIICHUE
koHIeHTparuu Mosiekyn KREC ¢ mocnenyromuM BBISBICHHEM MOJIEKYJISIPHO-
IreHeTHYECKUX J1e(PEeKTOB B KayecTBE WHCTPYMEHTA paHHEW BepuUKalUU JMarHo3a
[TN]I ¢ rymopanbHbIM J€(HEKTOM.

3. OxapakTepu3oBaTh HH(EKIMOHHbIE M HEUH(MEKIUOHHBIC KIMHUYECKUE
nposiBiieHust B rpymie gerei ¢ [T/l ¢ rymopaibHBIM 1edeKTOM.

4, [TpoBecTu cpaBHUTENBHBIN aHAIN3 KIMHUYECKON 3(PPEKTUBHOCTU JICUCHHUS
nanueHToB ¢ [T1]] ¢ rymopansubiM aedekToMm ¢ 1 6e3 mpumenenuss BBUI', ¢ onenkoii
Harpy3k Ha CUCTEMY 3IPaBOOXPAHEHUS.

S. C nomouipio (apMaKOIKOHOMHUYECKOTO METOJa «3aTrpaThl — BBITOJA»
MIPOBECTU OILIEHKY CTOMMOCTHU JieueHHs1 marueHToB ¢ [IN]] ¢ rymopanbHbIM aedeKToM

MMMYHHTETA 0 UCIOJIb30BAaHU U IIOCIIE Ha3HAYEHUs peryisipHon Tepanuu BBUT'.



6. Onenutp KauecTBO ku3HU nanueHToB ¢ [IM]] ¢ rymopansueiM nedextom

710 Havayia ¥ Ha oHe peryssipHont Tepanuu BBUT'.

Hay4yHast HoBU3HA

Bnepsoie B Oosbmioit rpymme poccuiickux aetert ¢ [IWMJ[ ¢ rymopanbHBIM
nedeKkToM NoKa3zaHa KIMHUYECKasi 3HaUMMOCTh onpezeneHus: ypoBHs Mosekyil KREC B
JUArHOCTHUKE 3TUX 3a00JI€BaHUM.

Brnepseie B rpymme poccuiickux naereit ¢ IIMJ] ¢ rymopanbHbiM JedeKkTom
OXapaKTEePH30BaH CIIEKTP MOJICKYISPHO-TEHETUYECKUX JIEPEKTOB - MyTaluii reHa Btk u
IIOATBEPKIAEHA 3HAYMMOCTh HX BBISABICHUSA /U1 CBOEBPEMEHHOIO IIOATBEPKIACHUS
JVarHo3a ! MOCIEAYOIEro FeHETHYECKOI0 KOHCYJIbTUPOBAHUS CEMbH.

BriepBele mpoBeAeH  CpaBHUTENbHBIM  aHaMM3 J(PQPEKTUBHOCTH  JICUEHMUS
naenToB ¢ [1I1MJ] ¢ rymopanbHbiM neekToM ¢ U 0€3 MpUMEHEHUsI BHYTPUBEHHOTO
UMMYHOITIOOYJIMHA, € OICHKOM TSDKECTH M YacTOThl Pa3BUTHS HH(EKIMOHHBIX
OCJIOKHEHUH, HATPY3KH HA CUCTEMY 3PaBOOXPAHECHUS.

BnepBble B MOMyJSIMM POCCUHWCKHX JETed C BPOXKIECHHBIM Je(hEeKTOM
IYMOPAJIbHOI'O 3B€Ha UIMMYHUTETA IIPOBEACH CPAaBHUTEIbHBINA (DPAPMAKOIKOHOMUYECKUI
aHaJIM3 CTOMMOCTM Tepamuu ¢ M 0€3  HUCHOJb30BAaHUA  BHYTPUBEHHOTO
UMMYHOTJIOOYJIMHA MTyTEM pacueTa MeIULIMHCKUX U HEMEIUIIMHCKUX 3aTparT.

BrnepBele nmnpoBezeHa oOlLleHKa KayecTBa JKU3HM nauveHtoB ¢ I ¢
TYMOPaJbHBIM J1€(EKTOM B CpaBHEHHH CO 3J0POBOM MOMYJISAIMEH U Ipymnmon nereit ¢

TSKEJIBIM TE€YEHUEM JPYroro XpoOHUYECKOro 3a00seBanus (OpoHXHanbHas acTMa).

HayuyHo-npakTH4eckasi 3Ha4UMOCTh PadOThI
1. BrisiBjieHHE 3HAUUTENBHOTO CHUKEHMS KOHIeHTpauuu moliekyn KREC y
NAlMeHTOB C  MOJO3pEHHMEM Ha  HMMMYHOAEDULIUT C  MPEUMYIIECTBEHHOMN
HEJOCTAaTOYHOCTBIO AHTHUTEN SIBJISIETCS TOYHBIM METOJOM CKPHHHMHIA IAlEHTOB C
UH(EKIIMOHHBIM U CEMEHHBIM aHAMHE30M, B OyAyIIEM MOXXET ObIThb HMCIOJIb30BAHO B

HCOHATAJIbHOM CKPHHHHIC.



2. Y namuentoB ¢ IIMJl ¢ rymopanbHBIM JAePEKTOM peryuspHas U
CBOEBPEMEHHO Hayaras 3aMECTUTENbHAas Tepanus IpernapaTaMd BHYTPUBEHHOTO
UMMYHOTTIOOyJIMHAa  3HAYUMO  COKpAllaeT YacTOTy M TSKECTh  HMH(EKIuid,
IIpefoTBpalacT MHBauan3anuo nanueHTos ¢ 1IM/J1, cokpamas teM cambIM HAarpysKy
Ha CHCTEMY 3APABOOXPAHEHHUS U TOCYAAPCTBO B LIETIOM.

3. Tepanua BBHUI', HecMOTps Ha BBICOKYKO CTOMMOCTB Ipernapara, CHUXKAECT
CBS3aHHbIE C OO0JIE3HBIO pacxoabl (3aTpaThl HA CHUMITOMATHYECKOE JIEUEHUE
OCJIO)KHEHMI), TIOHECEHHbIE CHCTEMOM 3ApPABOOXPAHEHHUS M CEMbEW NalUeHTa, |
9KOHOMUYECKHU BBITOJHO JUIS TOCYAAPCTBA.

4, Jloka3aHo yJIy4llIeHHUE Ka4ecTBa KU3HU nmauueHToB ¢ [IN]] ¢ ryMopanbHbIM

nedexToM Ha (poHe peryisipHOi 3aMecTuTenbHON Tepamu BBUTL.

ITos10:KeHUs1, BBIHOCMMBbIE HA 3ALIUTY

1. IIpr omeHke CpOKOB NEPBBIX KIMHUYECKUX IIPOSIBICHUM M BO3pacTa
MOCTAaHOBKM JIMarHo3a B JABYX HauOojee 4acTO BCTPEUAIOIIUXCS TPYIIAX TyMOpaIbHbIX
MM (XLA u OBHH) omnpenenstoTcs NO3JHUE CPOKM JMATHOCTUKKA M Hayajia
aJIeKBaTHOW Teparuu, YTO MPUBOJIUT K PA3BUTHUIO UH(MEKIIMOHHBIX U HEMH(PEKIIUOHHBIX,
4acTo (aTaqbHbBIX, OCIOKHEHUMN.

2. UccnenoBanne KREC y HOBOPOXIEHHBIX JET€ C OTATOIICHHBIM
CEMEHHBIM aHAMHE30M, a TAKXKe Y JIETeH ¢ pelUIUBUPYIOIIMMU U KU3HEYTPOKAIOITUMU
UHPEKIUAMU, U MOCIEAYIONIee MOJEKYIIpHO-TeHeTUYeCcKoe obcienoBanue (B ciydae
3HaUUMOro cHukeHus uian orcyTcTBusi KREC) nis okoH4aTenbHOro moATBEPKICHUS
JMarHo3a, crnoco0CTBYIOT paHHeMy BblsiBiIeHUI0 [T1]] ¢ ryMopaiibHbIM Ae(eKTOM.

3. Perynsapuas u agexBatno npoBogumas tepanusi BBUI' y 6onbabix ¢ [TU]]
COKpAaIlaeT YacTOTy MU TAXKECTh MH(PEKIHOHHBIX SMU30J]0B, MUHUMHU3UPYET CIy4yau
KUZHEYTPOXKAIOUIMX HH(EKIHUl, CHIKasgs TEeM CcaMbIM Harpy3ky Ha CHCTEMY
3/IpaBOOXpPAHEHUs, U, YTO CaMOE€ BaXKHOE IS MalMeHTa, CIOCOOCTBYET HOpMaIU3aluu
BCEX I0KA3aTeJIEN KaueCcTBA JKU3HMU.

4, Pannme mocraHoBka JMarHo3a W HA4ajgo  AJACKBAaTHOW  TEparuu,

Birovaromyro  BBUI', umMeer mnpeumyiiectBa B BHAE CTaOWIM3AlUM CTOMMOCTHU



JCUYCHHUs, TaK KaK C 3az[ep>1<1<0171 IIOCTAaHOBKM JUHArHo3a IIOCTCIICHHO 3HAYUTCIIBHO
BO3pPACTAIOT 3aTpPaThbl HaA HCG)(b(bGKTI/IBHOG JICYCHUC IPOrpC€CCUBHO YBCIINMYMBAIOIICTOCA

CO BpEMCHEM 4HnCJia OCJIOKHEHHWH OCHOBHOI'O 3a00JIEBAHUS.

BHenpenue pe3yJibTaTOB B IPAKTUKY
Pe3ynbrarthl NaHHOTO HCCIEIOBAaHUS BHEAPEHBI B JIEYEOHO-IMArHOCTUYECKYIO
paboTy OTIEeNeHW MMMYHOJIOTHH W CTallMOHapa KpaTKoBpeMeHHOro JieueHus OPI'bY
«HMUL AI'OM wum. [mutpus PorayeBa» MunsnpaBa Poccun. Marepuasnsl
JUCCEpTAllMM  BKJIIOYEHbl B Y4eOHbIM mpolecc Ha Kadeape HWMMYHOJIOTHU U
ameprosiorud ®I'BY «HMULL AT'OU um. Imutpusa PoraueBa» Munsapasa Poccuu u
Ha Kadeape OHKOJIOTHM, TEeMAaTOJIOTMM U Jy4eBOM Tepamuu MeJuaTpuyecKoro

dakynerera DI'AOY BIIO PHUMY um H.U. ITuporoBa Munsznpasa Poccuu.

AnpobGanust padoThI

Pe3ynbTaThl NMPOBEAEHHOTO MCCIECIOBAHUS MPEACTABICHBI M OOCYXKIEHbI Ha
MEKIyHAPOIHBIX U OTeUecTBEHHbIX KoHbepermumsx: 100" J Project, Antalia — 2014r; V
MexperunonansHoe Coemanue HOJII'O, Mocka — 2014; Poccuiickuii Hay4dHBIH
dbopym Ha Ypalie ¢ MeXKIyHApOAHBIM ydacTueM, XI YpanbCkuil che31 UMMYHOJIOTOB,
MexnaynapoaHas KoH(MEpEeHIs Mo MepBUYHBIM uMMyHoneduimtam (EBpoasmaTckuii
npoekT J Project, Kondepennus mexaynapoansix 1eHtpoB JMC), ExarepunOypr —
2014r; 16™ Biennial Meeting of European Society for Immunodeficiencies, Prague —
2014r; 17" Biennial Meeting of European Society for Immunodeficiencies, Barcelona —
2016r; 18" Biennial Meeting of European Society for Immunodeficiencies, Lisbon —
2018r; X kourpecc HOJAI'O, Coun — 2019r.

AnpoGanusi paboThl COCTOSJIACh HA 3acEaHuU OTACJIEHUH HMMYHOJIOTHH,
CTallMOHapa KPAaTKOBPEMEHHOI'O JIEYEHHUs, I[aTOJIOrOaHATOMUYECKOTO OTICIICHUS,
oT/eNla ONTUMH3AIUU JICUCHHUS HWMMYHOACHUIIUTOB, KIWHUKO-IUATHOCTUYECKON
nabopatopun  DenepalibHOTO  TOCYJAPCTBEHHOTO  OIO/DKETHOrO  YUPEKICHUS

«HannoHanpHbli MEIUUMHCKUN HCCIEIOBATENBCKUNA LEHTP JIETCKOW TI'e€MATOJIOTHH,



8

OHKOJIOTMM M HUMMyHoJorun wumeHu Jmutpuss PoraueBa» Mun3sapaBa Poccun 6

dbespans 2020 roaa, mpotoko 3acenanus Nel ot «06» dhepans 2020 roaa.

Iy6oaukanuu
[lo Teme nuccepranroHHOW pabOTHl OmyOIMKOBaHO 8 paboOT B 3apyOeKHBIX U
OTEYECTBEHHBIX XKYypHaJlaX, B TOM 4HCle 4 CTaThU B KypHAJIaX, PEKOMEHJOBAaHHBIX B

nepeune BAK.

Yyactue aBTOpa B MOJYYEHUH Pe3YJbTATOB HCCJIEI0BAHMS

ABTOPOM  MpPOBEJACH aAHAIW3  JINTEPaTypHBIX  JAHHBIX, MOCBSIIEHHBIX
AMUACMHUOJIOTHH, TIATOT€HE3y, KIWHUKO-Ta00paTOPHBIM JIaHHBIM, MOJIEKYJISIPHO-
IreHETUYECKUM H3MEHEeHHsIM Yy manueHToB ¢ [IW]J] ¢ rymopaibHbIM JehEKTOM.
COBMECTHO € HAy4YHBIMH PYKOBOJIUTEISIMH ONPEACIICHbI II€Jb, 3aJa4d U METOJbI
UCCIeNOBaHMsI, pa3paboTraHa 0aza JaHHBIX IS XPaHEHUS ¢ CTaTUCTUYECKOU
oOpaboTku. OnpeneneH au3ailH UCCIEIOBAHUS, COTJIACHO KOTOPOMY IPOU3BOIUIIUCH
aHAJIN3 MEIUIMUHCKMX W HEMEAUWUIMHCKUX 3arpaTr Ha JjiedeHue mnanueHtoB ¢ [IAJ] ¢
OlleHKOU 3((EeKTUBHOCTH TEparuu, a TaKkKe OlleHKa KaueCTBA JKU3HU JTAHHOW TPYMIIbI
MalMeHTOB U WX POJUTENIEM U €€ CpaBHEHHE C pePepeHCHBIMU TpYyIIaMH.
[Ipoananu3upoBaHbl pe3yabTaThl HCCIAEAOBaHUS, COOPMYIUPOBAHBI BBIBOJALI U
MPAKTUYECKUE PEKOMEHJAIMU. ABTOP JIMYHO MPUHUMAJI y4acTHE KaK B 0OCIIeIOBaHUU
n JjedeHun OompHBIX ¢ IIMJ], Tak w B aHamM3e HEOOXOAUMOW MEIUITUHCKOM

JIOKYMEHTAIMY MMAIMEHTOB, BOLIEIINX B TaHHOE UCCJIEIOBAaHHUE.

3akiIl0YeHne 3THYECKOr0 KOMUTETA
BxitoueHne mnanmveHToB i1 OLEHKM KayecTBa JKU3HU B  MCCIEHOBAHUU
MPOBOJUIIOCH MPU HAIUMYUK WHGOPMHUPOBAHHOTO JOOPOBOJBLHOTO COTJIACHUS TAI[MEHTA
WA €ro 3aKOHHOro mnpexacrtaButens. [Iporokon wucciienoBaHusi W ONPOCHUKH 10
Ka4eCTBY JKM3HM OJ00peHbl ATHueckuM KomuTeToM @OI'BY «HMUIl JT'OU wuwm.

Jmutpust PoraueBa Munsapasa Poccun».



CTpykrypa U 00b€éM quccepTANNHU

HuccepranmonHas padora usnokeHa Ha 107 cTpaHuWIlaX MEYaTHOTO TEKCTa M
BKJIIOYAeT B ce0sl ClenylolMe paslesibl: BBEACHHE (COCTOSIIEE M3 AKTyaJbHOCTH
npoOJIeMBbl, TIeNIeH, 3a/1a4, HayYHOW HOBU3HBI, MPAKTUIECKOW 3HAYMMOCTH U BHEIPCHHSI
pe3yabTaTOB B MPAKTHKY), 0030p JUTEpaTyphl, MaTepuaibl 1 METOAbI MCCIEI0BaHUS,
pe3ynpTaThl, OOCYXJEHHE TIOJYyYEHHBIX PpEe3yJbTaTOB, BBIBOJbBI, MPAKTUYECKUE
PEKOMEH/IAlNY U YKa3aTellb UCTIONb3YEMOM JTUTEPATYPHI.

Pa6ota npommmtoctpupoBana 13 tabnunamu u 17 pucyHkamu.

bubmorpadus comepxutr 109 cceuiok, B ToM uymuciae 19 oTedecTBEHHBIX

UCTOYHUKOB M 90 Ha HHOCTPAHHBIX S3bIKaX.
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OCHOBHOE COIEPKXAHUE PABOTbI
MATEPHAJIbBI U METOAbI UCCJIEJOBAHUA:

O01mas xapakTepucTUKAa NANUEHTOB

B wuccnemoBanme BrimodueHo 63 pebenka (tab.l) ¢ Hambosiee dacrTo
BCTPEYAIONIUMUCS 2 HO30JIOTHUECKUMHU (PopMaMu TEPBUYHOTO WMMYHOAEPHUITUTA C
ryMOpaJIbHBIM JlepekToM: 001as BapuaOelibHass UMMYyHHasi HEJIOCTATOYHOCTh U X-
CIIETUICHHAs arammaryiooynunemus. Bce mammentsl Habmogamcs B ®I'BY «HMMUI]
AI'ON um. mutpusi PoraueBa» MunzgpaBa Poccum u JII'Kb Ne9 um. I'. H.
Cnepanckoro /I3 MockBel ¢ ceHtsiops 2011 roma mo nekabpr 2019 roma. Ilo
HO30JIoTHYeCKOW  ¢dopMe  rpymma  paszgenuiack Ha 55  HAUEeHTOB  C
aramMariooynuaemuerr (87,3%) u 8 manmentoB ¢ OBUH (12,7%), muarnos ObLI
YCTAHOBJICH HAa OCHOBAHWM JAHHBIX KJIMHUYECKOW KapTHUHBI, UMMYHOJIOTMYECKUX H
OpOYMX MCCIECJOBAaHUIA B COOTBETCTBUU C Kpurepusmu Epomelickoro oOmiecTBa
ummyHoaeduimroB (ESID). Ilo renaepHoMy cocTaBy rpyima Oblia mpeicTaBlieHa 3
narueHTaMu xeHckoro mnona (4,8%) u 60 manuentamMmu Mykckoro mnoina (95,2%). B 55
clIyyasix y JeTel c aramMmariioOyJauHeMHued MOJEKYJISPHO-TEHETUYECKUM METOI0M
uccnenoBanusi nuarnoctupoana XLA. 63 manuenta Obu u3 57 cemeit (Tab.l), Tak
kak mauueHtsl 117 u 128, a Ttaxxke 1117 u 1147 npuxoawivck Apyr APYyry CBOJHBIMHU
OpatbsiMu 110 Matepu; mapbl [124 u 1125, 1136 u 1141, I138 u 1139, kpome toro, 1150 u

[151 - ponubie 6patbs. [126 u 1161 - gBOIOpOAHBIE OpaThs IO MATEPSM.

Kunnuveckuit anaamns
IIpoananu3upoBaHbl NOJI NAUMEHTOB, BO3PACT MOSBICHUS MEPBBIX KIMHUYECKUX
cumntoMoB [IM][, nuarHo3 ¥ CpPOKM €ro NOCTAaHOBKH, BO3pacT Hayaja IPOBEICHUSA
3aMECTUTENIBHON Tepamnuu, 4acToTa U TSHKECTh MH(PEKIMOHHBIX 3MHU30/I0B U Hauboliee
4aCTO BCTPEYAIOIINXCS OCIOKHEHUN, YACTOTA U JUINTEJIBHOCTD TOCITATAIIA3ALUN.
NHpexunoHHble OCIOXKHEHUSI W JJIUTENbHOCTh TOCHUTAIM3aUUi  ObUIH

Pa3aciICHbl Ha 2 Onoka: J0 MOMCHTA IIOCTaAHOBKH OCHOBHOI'O JHMArHo3a H,
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COOTBETCTBEHHO, HayaJla PETyIsIpHON 3aMECTUTEIBHON Tepanuu U Ha (JOHE peryJsipHOI
3aMECTUTEIIBHON TEPAIHH.

Tabmuma 1. XapakTepucTrka BKIFOUCHHBIX B UCCIIEIOBAHNE TTAIMEHTOB

[Mamu- | Bospact | Bospact | Auar- | Cemeit | KREC | Brmiowe- | Unadekuu- Tsxe- OcnoxxHeH
CHTBI Ha Hadajia | HO3 -HBIN Komuil | HHe B | OHHBIC OYaru™ JIBIC s (AKH -
01.2020 | BBUT, aHaM- | BMKI | dap/ uH]EK- min  3m-
T, TOABl | TOMBI HE3 9KOHOM. 812071 aua y I1)
uccieno- *x il
BaHHE

111 11,25 4,33 XLA - 0 ma, 1 p cp/o, 0/6, p/a o/M, /1 | 6/

112 55 2,67 XLA - 0 HET 0/0, x/n /1

113 16 13,5 XLA + 0 HET x/0, X/11C /1 6/

114 6,25 4 XLA - 0 ma, 1 p cp/o, o/c, k/u o/m, c/c /11, H/TI
AKH
630k31/MKIT

115 7 4,75 XLA - 0 na, 1 p x/0/1m1 CanpMo-

HeJie3
(renep/d
opma)

I16 15 8 XLA ? 0 na2rp x/0, x/c, 0/0, x/u | o/m, m/m | B3K, n/a

117 9 7 XLA - 0 ma, 1 p a/c, p/o /1 /a, 6/3

118 21 10 OBHH | - ma, 1 p cp/o, x/mc, 0/0

119 6,5 3,75 XLA - 4.2 ma, 1 p x/0, X/¢ M/3, 0/TI

1110 7,25 517 XLA - 0 ma, 1 p x/0, o/c, p/a o/M, o/t | m/a

1111 6 3,92 XLA - 6,2 na, 1 p p/6 o/o, a/m,

c/c

1112 21 11 OBUH | - ma, 1 p cp/o, o/c, 0/ /o

1113 7,5 6.75 XLA - 0 HET cp/o, o/c, w/a /1 0/, H/TI
AKH
300k/MKIT

1114 5 2,84 XLA - 0 HET cp/o, o/c, k/u

I115 7,75 2 XLA - ma, 1 p cp/o, o/c, p/a o/M, o/t

116 23,25 13 OBUH | - ma, 1 p p/0, x/c

7 8,75 0,17 XLA |+ HET

118 4 1,17 XLA | - 0 HET cp/o, o/c, p/6 o/m

1119 22 16 XLA - na, 2 tp x/o, a/c, x/mc, | m/m, c/c 0/

/0, p/a
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1120 10,5 451 OBUH | + na, 2 p x/0, x/c, 11/0 m/n, /o,
c/c

1121 8 5,92 XLA - 0,5 ma, 1 p cp/o, o/c, alc /1 m/n  AKH
120k0/MKT

1122 12,25 5,83 XLA - ma, 1 p cp/o, x/c, p/o, | o/m w/n  AKH

K/H, p/a 240x11/MKT

1123 12 2,33 OBUH | - na, 2 rp p/0, x/u M/3, /I

1124 16 13,5 XLA + 2,1 HET x/0, X/1C /o

125 2 1,17 XLA |+ 7 HET

1126 3 25 XLA + 2.9 HET p/6 /1

127 6,5 1 XLA - HET p/6 o/m

1128 4 2 XLA + 0 ma, 1 p cp/o n/m 0/

1129 24,5 16 OBUH | - ma, 1rp x/mc, p/6 /o

1130 24 10 OBUH | - ma, 1 p x/0, x/mic, /0 o/m

1131 17 25 XLA + ma, 1 p 0/0, x/n /1

1132 6,5 2,5 XLA + 0 ma, 1 p p/6, p/a m/a

I133 27 5,83 XLA - 0 na, 2 p o/c, p/6 /1, ¢/c 0/, H/TI
AKH
150k/mMK

1134 22,5 15 XLA - ma, 1 p x/o, x/mc, p/0, | M/3, /i

K/H
1135 7 4,5 XLA - 0 HET cp/o, o/c, alc, | snpm
/6
136 ymep B | 0,67 XLA + HET K/H B3K
12 net
1137 55 3,67 XLA - 0 HET x/o/m1, o/c, 11/6 /1, M/3
1138 ymep B |1 XLA + 0 HET cp/o n/u, clc,
1,5roma M/

1139 8,5 2,33 XLA + ma, 1 p cp/o, o/c, k/u /o, /u | B3K, w#/n
AKH
550kn/mMKI

1140 6,75 3 XLA - 0 ma, 1 p cp/o, o/c, /0 M/3, II/T

1141 yMep - XLA - HET

1142 4 3,33 XLA ? yeoi- | O HET a/c /1, ¢/c 1/c, H/TI

HOB- AKH

JICH

150K1/MKIT
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1143 11,25 9 XLA 0 ma, 1 p cp/o, o/c /1 0/
1144 22,75 5 XLA na, 2 p x/0, X/tic, p/a /o, o/™, | i/m  AKH
c/c Ox1/MKT,
0/,
renatut C
1145 19,5 3,33 XLA 0 ma, 1 p cp/o, x/c, p/o, | o/m B3K, m/a
p/a
1146 18,5 15 XLA 0 HET cp/o, x/mic, /6 M/3
1147 24,5 3,5 XLA ma, 1 p x/a/o, x/mc, 0/0,
K/H
1148 18 1 XLA HET cp/o, o/t /o, M/3 | 1/a Kymo0c-
1149 11,5 2,5 XLA ma, 1 p x/o/m, x/c, 0/0, | /i
K/u

150 2,5 1,5 XLA 1,5 HET cp/o, p/6

I151 9,25 1,67 XLA 0 HET x/mc, 0/0, p/a o/n

152 13,5 2 XLA ma, 1rp cp/o, p/0, k/u o/m H/Mb KT

153 10 4,45 OBUH Ja, 2 rp p/6 M/3, /T

154 17 5 XLA 6,3 HET x/mc M/

I155 6,5 6,33 XLA 2,2 HET x/mc, p/a, /0 /1 6/

1156 6 3 XLA 55 HET cp/o, o/c, /wm, | o/m

p/6

1157 6,25 55 XLA 41 HET x/c c/c

1158 11 8,83 XLA 0,8 na, 2 tp x/0, X/c, 0/0, p/a | m/m 0/

1159 9 575 XLA 0 na, 2 rp x/0, o/c, /0 /o, o/m | B3K, w/m
AKH
280x11/MKT

1160 21,75 8,25 XLA 0 na, 1 p x/0, X/1C o/n m/a

[IT61 11,5 11 XLA 0 HET p/6 /i n/a, 6/3

1162 6,5 0,58 XLA 0 HET K/u, 0/6 v/n  AKH
SOKI/MKIT

1163 yMep 6,5 XLA HET a/c, p/o6, cplo, | n/n

p/a

KoMmmenTapun: *odaru nndeximu: a/c — aTO3HbII CTOMATHT, W/a — UAMONIATUYECKUN apTPUT, K/1 —

KUIIeyHast UH(EKIUs HEyTOYHEHHON 3THOJIOTHH, 0/0 — OCTPBIil OPOHXUT, 0/C — OCTPBIN CUHYCHT, 11/0 —
MOBTOPHBIE OPOHXUTHI, p/a — PEAKTUBHBIA apTPUT, p/0 — PEIUIUBUPYIOIIHE OOCTPYKTUBHBIE OPOHXUTHI, CP/O
- KaTapaJbHbII CpeTHUI OTHUT, X/a/0 — XPOHUYECKHH aAre3UBHBIA OTUT, X/0 — XpPOHUYECKUNA CPEIHUN OTHUT,
X/0/111 — XpOHUYECKUNA CPEAHUIN OTUT C IITYHTUPOBAHUEM, X/TIC — XPOHUUYECKHUI MAaHCUHYCHT, X/C —
XPOHUYECKHI CHHYCHT, 3TPH — SHUE(PATONOIUPATUKYIIONATHS; ** TsKeble MHQEKIIMOHHBIC STU30/IbL: /T —
JECTPYKTUBHAS THEBMOHMS, M/3 — MEHUHTO3HIIE(DATUT, O/M — OCTEOMHUEIIUT, O/TT — OCTpasi THEBMOHMSI, I1/TT —
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MOBTOPHBIC THEBMOHHH, C/C — cericuc, *** ocnoxHenus: AKH — aGcomoTHOe KOTUIeCTBO HEUTPOPUIIOB,
0/> — 6ponxo3kTasbl, B3K — BocnanutensHoe 3a0oneBanue kumeyHuka, r/a Kymoc- — KymOc-HeratuBHas
TeMOJUTHYECKAs aHEMUSI, T1/C — IPOKTOCUTMOUINUT, H/JIb KT — HOCUTEIb KIIOCTPUANATHLHOTO TOKCHHA, H/TI —
HEUTPOTICHHUS, T1/a — TOTMAPTPHUT, T/TT — TPOMOOITUTOTICHUS

Onpenenenune KREC

Anammz KREC (Kanma-sKCHM3WMOHHBIE — KOJIBIIA) TMPOBOAMIICS  METOJIOM
kosmuectBeHHOM [II[P. JIHK »skcrparupoBasim u3 100 MK 1enbHOM KpOBU C
antukoaryinssutoM EDTA ¢ momomibio Habopa Al SKCTpaKUMU HYKIEHMHOBBIX KHUCIIOT
PUBO-npen (AMIIIMCenc®, Poccust). J[lng mnpoBeaeHus — amMIUIMUKAIIANA
ucnons3oBai Hatop T&B (ABB-tect, Poccus). Ammauduxanuio MpoBOIUIN Ha
cucreme I11IP B peamsHoM Bpemenu CFX 96 (BioRad, CIIIA). B kauecTBe BHYTpEHHETO
KOHTPOJISL MCTIOJIB30BaTH anbOymun. KommuectBo kormii KREC paccuuThiBamm Ha 10°
SAJIPOCOEPKAIUX KIIETOK (JIMKOLIMTOB) C HCIOJb30BaHUEM (DOPMYJIBI: [KOJIUYECTBO
kot KREC / komuuectBo komuit anpOymumua] - 200,000. Jlasee mosydeHHBIC
pe3yabTaThl OBLTH COOTHECEHBI K 00BEMY B3SITOM ISl aHaIn3a KPOBH, MPEOOPa30BaHbI
U, TakUM 00pa3oM, Obuta paccuutaHa abcomotHas koHueHTpauus JJHK KREC na 1
MKJI KpoBH. 3a «KpuTHYecKyro» KoHueHTpamuioo KREC, sBisiolryiocs ypoBHEM
orceuku («cut-offs») mo nammunro nedexra mpoaykumu B-nmumponuTos, ObLTO MPUHSTO

17 xonmit/mkn [["opaykoBa u ap., 2019].

I'eneTnyeckoe ucciieroBanue
[Touck myTanmii rena Btk mpoBoauics u3 oopasua renomuoit JIHK, BeiaenenHoi
U3 IIeJIbHOM KpOBHU TMalMeHTa ¢ mnpuMeHeHueMm Habopa peareHtoB «J{HK-cop®d B»
(UaTepJla6CepBuc, P®), meTogomM mpsMoro OWIAEPEKIIMOHHOTO CEKBEHHPOBAHUS I10
Conrepy. Y mnaunmentoB ¢ OBHWH mnpoBoauiioch naHeIbHOE CEKBEHUPOBAHHUE C
nomompio Merona NGS (manenms w3 350 TEHOB), MPUYMHHO-3HAYUMBIX MYTaIUi
BBISIBJICHO HE ObLI0. PopuTenu nmanueHToB noanucaid HHGOPMUPOBAHHOE COIIACHE Ha

IMPOBCACHUC MOJICKYJIAPHO-TCHETUUCCKOI'O UCCIICAOBAHUA UX OCTSAM.

Bb10op u cxeMa 3aMecTUTEILHOM Tepanuu
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Bce manueHThl 3a mepuoa MCCIEAOBAaHMS B KAa4eCTBE 3aMECTHUTEIIBHON Teparuu
nonyyanu 5% wnu 10% BBUI', ucknrountensHo 3 1 4 ypoBHS OUMCTKH [OHHUILEHKO U
ap., 2002]: Oxraram u Oxraram 10% (Octapharma Pharmaceutika Produktion GmbH,
Asctpus), I'amynexkc C (Talecris Biotherapeutics Inc, CILIA), Uuarparext (Biotest
Pharma GmbH, I'epmanus), [Ipusumken (CSL Behring AG, IIBeiimapus), 1.I".Bena
H.1.B. (Kedrion S.p.A., Utanus). [Ipenapat BBOJAHICS €KEMECIIHO C HHTEPBAJIOM 28 —
32 nus, B go3e 0,4 — 0,8 r/kr, mo1o0paHHON MHAUBUIAYAIBHO C LEJIbIO MOJJICPKAHUS

nperpaHcy3uoHHoM koHueHTpauuu 1gG Beie 6 /1.

JAu3aiiH (papMaKO3IKOHOMHUYECKOT0 UCCIEA0OBAHUS

st BO3MOKHOCTH — (papMaKO’KOHOMHUYECKOTO aHaim3a mnpuMmeHeHuss BBUI
KPUTEPUSIMU BKJIKOUYEHUS SIBUITUCH:

- moctaHoBka nauarnosa [I1]] B Bo3pacTe He paHee 24 mecsleB i NAlUEHTOB C
XLA unu He Menee 24 MecsIieB OT MOMEHTA MEPBbIX KIMHUYECKUX MPOSIBICHUN i
naruenTos ¢ OBU1H;

- perynsipHasi 3amectutenbHas Tepanus BBUIL' B Teuenue He menee 24 mecsiieB
110 TpoBeAieHus1 (hapMaKOIKOHOMUYECKOTO aHAIN3a,

- UCIIOJIb30BAHUE B KAYECTBE 3aMECTUTEIBHOM TEpalvd B TEYEHUU HE MeHee 24
MECSLIEB TOJIBKO MTPENAPATOB UCKIKOYUTENIBHO 3 U 4 ypOBHS OYUCTKH [ OHHUILEHKO U Jp.,
2002] mast yauduimpoBaHus IPOBOAMMOIO (HapMaKOIKOHOMHUYECKOIO aHAJIH3a.

B dapmakoskoHoMHUECKOe Hccae10BaHUE ObLIN BKIIIOUEHBI 36 MalnueHToB u3 35
cemel (3 manueHTa KeHCKOro mnoJia u 33 maiueHTa My»CKOro 1moJja B Bo3pacte OT 2 JieT
no 16net, meauana 4,9 roja).

W3 nccnenoBanust ObUIH MCKITIOUEHBI CIIETYIOIINE MallAEHTHI:

- HEPETYJISIPHO MOIYYAOIINE 3aMECTUTEIBHYIO TEPAIHIO;

- IpEeKpaTUBLIME TEPAINUIO paHee 24 MECSLEB MOCIIE €€ Havala,;

- NOCTYNUBIINE N0l HAOIIOACHHE MEHee, YeM 3a 24 mecsia A0 IPOBEACHHUS
(bapMaKO’IKOHOMUYECKOTO aHAIN3a,;

- HayaBUIME II0JIy4aTh 3aMECTUTEIbHYIO TEPANUI0 paHee 2-X JETHEro

BO3pacTa.
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B mporuiecce dhapmMakodKOHOMHUECKOTO aHAlIM3a BCE MAMEHTHl ObUIM pa3/iesieHbl
Ha 2 TpYMNNbl, B 3aBUCUMOCTH OT TSKECTH HMHQPEKIUOHHBIX M HEUH(PEKIHMOHHBIX
IPOSIBIICHUI OCHOBHOT'O 3a00JIEBaHUS.

Bo 2 rpynny, ¢ TsKeabIMH KJIMHUYECKUMH TMPOSIBICHUSMU B aHaMHE3€, BOIUIH
NAIMEeHTHI, KOTOPHIE 10 MOMEHTA Hauaja MaTOreHeTHYECKON Teparuy NepeHecIn:

- 5 u Oonee mnHeBMOHMH + 1 Tspkenoe WHQPEKIMOHHOE 3aboseBaHMe
(MeHUHTO’HIIeDAIUT WM OCTEOMUENIUT, WIM CeNCcHC) WM 1 HeuH(EKIHOHHOE
ocnoxkHeHue (Oponxosktazsl wnu  B3K, wumm  peBMarounHBIM - apTpUT, WIH
HEUTPOTICHHS );

- 3-4 nHeBMOHUM + 2 (BO3MOXHO TOBTOPHBIX) TSDKEJIBIX HHQPEKIIMOHHBIX
3a00sieBaHus (MEHUHTO3HIIE(DATUT UM OCTEOMUEITUT, UITH CETICUC);

- 3-4 mueBMOHMH + 1 TspKenoe nHPEKIMOHHOE 3a00IeBaHre (MEHUHTO3HIIehaTUuT
WA OCTEOMUENNT, WK CeNcUC) + 1 HenH(EKIIMOHHOE OCIOKHEHHE (OPOHX0KTa3bl UIIH
B3K, wim peBMatouaHblid apTpUT, WK HEUTPONIEHU );

- 10 3-x mHEeBMOHUH + 1 wuHOe Tsxkenoe UHQPEKIIMOHHOE 3a0oJieBaHUE
(MEHUHTOAHIE(DATTUT WM OCTEOMHUETUT, WIIM CETCHUC) + 2 JII0OBIX HEMH(MEKITMOHHBIX
ocyokeHeHus (OponxodkTa3sl v/ B3K, u/unm nonuapTput, u/uim HEUTPOIICHHUS ).

OcTranpHbIC MAMEHTHI, HE OTBEYAIONINE JAHHBIM KPUTEPHUAM, BOIIUTH B | Tpymmy,
KOTOpass B IIEJIOM XapaKTepHU30Bajdach MEHBIIUM KOJUYECTBOM U  TSHKECTHIO
ocnoxxuenuu [TU/I.

[Tpu moxacuete 00IIEH CTOMMOCTH JIEYEHHS O MPUMEHEHHSI U C MPUMEHEHHEM
BBUI' 3arpatel Ha Tepanuio OCIOXHEHH OCHOBHOTO 3a00JI€BaHUs, KOTOpPbIE
Pa3BWIINCh y TAIlMEHTa 3a MPEAIIECTBYIOIIMM MAaTOr€HETUYECKON Tepanuu IMepuo,

ObLIM BKJIIOUEHBI B O0IIIKE 3aTpaThl Ha Tepanuio ¢ npumeHenrnem BBUI.

dapmMak0IKOHOMHUYECKOE UCCIeI0BAHNE
B nmanHOM wucciemoBaHMM OBUT KCIIOJNB30BAH METOMA (PapMaKOIKOHOMUUYECKOTO
aHaJIM3a — «3aTPaThI-BBITOIAY.
Ha ocHOBaHMM MEAUITMHCKON TOKYMEHTAIIUU MAIMeHTOB (aMOyIaTOpHBIE KapThI,

BBITIMCKH M3 I/ICTOPI/Iﬁ 6OJI€3HI/I, KOHCYJIbTAaTUBHBIC 3aKIIOYCHUA CHGHI/IaJII/ICTOB) 141
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uHbOpMaIlMK, TOJYYCHHOH OT pOJIUTENeld NAaIMeHTOB, MPOBEACH y4YeT W aHAIU3
MEIMLMHCKUX U HEMEIHUIIMHCKUX 3aTpaT rOCyAapCTBa U POJCTBEHHUKOB I10 JICUEHUIO U
yXO0J1y 3a MalMeHTaMH B T€YEHHE 2 JIET, MPEIIeCTBOBABIINX TOCTAHOBKE Juarnosa (6e3
peryispHoi 3amectutenbHor Tepanuu BBUI) — peTpocneKTUBHBIN aHAIU3, a TAKKE B
TeueHne 2 JeT Ha (oHE peryasIpHOM 3aMmecTuTenbHOM Tepanmuu BBUIT -
PETPOCIEKTUBHO-IIPOCIIEKTUBHBIN aHAJIU3.

OueHnBaeMbI€ NPSIMbIE MEIULIMHCKUE U HEMEIULIMHCKNE 3aTPaThl rOCY1apcTBa U

poauTenei, a Takyke KOCBEHHbBIE 3aTpaThl TOCYapCTBa MPUBEICHBI B TAOIHIIE 2.

Ta6nuna 2. Onucanue KaTeropuii MEIUIIMHCKUX M HEMEAUIIMHCKUX 3aTpaT Ha BEJICHUE
nanueHToB ¢ [IM]], BKIFOUYEHHBIX B MCCJICA0BAHUE.

3arpatsl IIepeuens 3arpar

[Ipsimble MeaMUUMHCKHME 3aTpaThl (TOBapbl U | ¢  CTOMMOCTH MOCIIMTAIU3ALMY MAlKenTa (C
YCITYTH) Y4ETOM KOMKO-THEH )

e CrToMMOCTbH JICKaPCTBEHHBIX IpEnapaTroB
(Tepanust MHMEKIIMOHHBIX OCJIOKHECHUH), HE
BKJIFOUEHHBIX B CTOUMOCTb KOWKO-/IHS

e  Croumoctb Tepanuu BBUT

e CrouMoCTh 1a0OpPAaTOPHBIX TECTOB, HE
BKJIFOUEHHBIX B CTOUMOCTb KOWKO-/IHS

e  CTOMMOCTh MHCTPYMEHTAJIBHBIX METOJOB
oOcrenoBaHuM, HE BKIIOUEHHBIX B CTOUMOCTh
KOUKO-IHS

e (CroMMOCTH Jpyrux Opoueayp IO
JICYEHUI0 NH(DEKIIMOHHBIX OCTIOKHEHUIN

e CrouMOCTb KOMMEPYECKHUX
KOHCYJIbTAllUM  Ileauarpa W Bpayen-
CIELHATTUCTOB

e (CroMMOCTP MEIUIIMHCKOW IOMOIIM Ha

JIOMY

[TpsimbIe HEMEIUIMHCKHE 3aTpaThbl

(TpeOyromuecs B CBA3U ¢ 3a00JIEBaHUEM) e Tpancrnopr
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Kocsennnle 3aTpaThbl (umeromue | o Beiuiatel M0 GONBHUYHOMY JIUCTY B

9KOHOMHYECKYIO COCTABJISIONLYIO) CBSI3U C YXOJIOM 32 PEOCHKOM

C uenpro cTaHAAPTU3ALUHA PACYETOB CTOMMOCTH YCIYT M CTOUMOCTH IPENapaToB
BBUI ucnionb30BaiuCh yCPEAHEHHBIE KOMMEpUYECKHUE 1IeHbI Ha KoHel 2013 ropa.

[Togcdyer 3arpaT Ha TOCHHUTAIM3ANNIO TPOBOAWICS 1O  (PaKTUUECKH
IIPOBEJCHHOMY KOJIMYECTBY KOMKO-JHEW MO MPEUCKypaHTaM TOCYy/IapCTBEHHBIX
crauuoHapoB Ha 2013 rox ¢ HCIOIB30BaHHEM CpPEIHEH CTOMMOCTH KOMKO-IHS B
otaenenusix PIKb ®I'AOY BO PHUMY um. H.W. ITuporosa M3 Poccuu u II'Kb Ne9
uM. [.H. Cnepanckoro /I3 MockBbl ¢ q00aBiI€HHEM CpeIHE-PHIHOYHOW CTOUMOCTH
JOPOTOCTOSIIIIMX MEAUKAMEHTOB, UCCIEAOBAHUM W MPOLEAYp, HE BXOASNIMX B IEHY
CTaHJIApPTHOTO KOWKO-IHSA B JIAaHHOM OT/IeJICHHM cTairoHapa. [locoOue mo BpeMeHHOM
HETPYJIOCTIOCOOHOCTH PACCUMUTHIBATIOCH HCXOs W3 TPEISIbHONM CyMMBI OIUIAThI
OoonpHMUHOrO Jucta — 1335,62 py0O/meHp (B COOTBETCTBUM C YCTAHOBJICHHBIM C
01.01.2013r HOBBIM YypOBHEM MHMHUMaJIbHOrO pa3zMmepa omiatel Tpyaa (MPOT)

corjiacHo mnoctaHoBieHuto [l'ocympapctBeHHor nymMbl DPC PD Ne996-6 T'J[ ot

19.10.2012r).

OneHka Ka4yecTBa KU3HU

Ouenka kadecTtBa u3HM mnamueHtoB ¢ IIMJI mocie  momydeHus
WH(OOPMUPOBAHHOTO COTJIACHS OTEKyHa MPOBOAMIACH C TIOMOIIBI0 PYCCKOS3BIYHON
amantupoBaHHoi Bepcun onpocHuka PedsQL 4,0 (Pediatric Quality Of Life Inventory)
[Varni u gp., 2001].

B ananuze kauecTBa )KU3HU yYaCTBOBAJIU CIAEAYIOUIUE TPYIIIbI:

- 10 marmmenToB (9 ManbunkoB U 1 aeBouka) ot 8 g0 18 ner ¢ [TU]] ¢ nedpexrom
ryMOpPaJIbHOrO 3BE€Ha J0 Hadanma Ttepanuu BBUIT wnm B MOMEHT WHULOHMAUWA
MMaTOTCHETUYECKOM TepaIuy;

- 10 manmmenToB (8 ManpuukoB U 2 neBouku) ot 8 10 18 ser ¢ [INU]] ¢ nedpexrom
ryMopajbHOTO 3BeHa Ha (oHe perynspHor Tepanuu BBUI' (cyctss MuHMMYyM rox ot

HayaJia MaToreHeTUYECKON Teparum);
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- 15 nereit (10 MmanpunkoB U 5 1eBOYEK) OT 8 10 18 J€T KOHTPOJIBHOM IPYIIIIbI, B
KOTOPYHO BOLJIM MPAKTUYECKH 3JI0POBBIE JETH, COTJIACHBIIMECS MPOWTHU ONPOC U HE
UMEIOIINE OCTPhIX U XPOHUUYECKUX 3a00I€BaHMsI HA MOMEHT OMpoca.

Kpome Toro, ajis OuEHKH BIMSHUS XPOHUYECKOTrO 3a00J€BaHUS HAa KayeCTBO
KU3HU peOeHKa M JalbHeimnero comoctaBieHus ¢ rpymmnamu [IMJ] Mber ompocunu
Ipynmy JAeTeid ¢ JApyruM, He CBSI3aHHBIM C HUMMYHOAC(PHUIIMTOM, XPOHUYECKUM
3a00s1eBaHUEM — OpOHXHUAIBHOM aCTMON TSKEJIOr0 W CPEIHETSKEIOro TEUEHHUS.
Poautenn manueHTOB moAmHMcand HHPOPMUPOBAHHOE COTJIaCME Ha y4yacTHE B
MCCIIEOBAHUH KauyeCTBa )KU3HH.

- 19 namuenTtoB (18 manpunkoB u 1 AeBouka) or 8 mo 18 et ¢ OpoHxMaIbHOU
aCTMOM TSKEJIOrO M CPEIHETSIKEIOr0 TEYEeHMsI, HaXOAUBIIMECS HA MOMEHT OIlpoca Ha
aMOynatopHoM ob6cnenoBanuu W JieueHnd B noigukiauHuke JI'Kb Ne9 wum. T'.H.

Cnepanckoro /I3 MOCKBBI.

MeToabl CTATHCTHYECKOH 00PadOTKHU
Cratuctuueckass o00pabOTKa pe3ylbTaTOB MPOBOJAWIACH C HCIOJIb30BAHUEM
nporpamMmmuoro odecreueHuss GraphPad Prism 8. IlokasaTenu mOpuUBOASTCS B BHIC
cpeanero 3Havyenus (M) + cranmapTHas ommuOKa cpefHero win memuanbl (Me) [1-it
KBapTUJb, 3-i KBApTUJIb|.
B cnyyae manbix BBHIOOPOK BBIYMCIIEHHE 3HAYEHMS P BBIMOJIHSIOCH MO METOIY
Manna-Yutau.  Paznuumss  Mexay — CpaBHHBaeMbIMU  ITapamMeTpaMu  CUUTAIU

cratucTudecku 3HauuMbIiMu ripu P<0,05.
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PE3YJBbTATBI UCCJIEJIOBAHUSA

XapakTepucTHKA NANUEHTOB
B uccnenoBanue BKIIOYEHO 63 MalMeHTa C MEPBUYHBIM UMMYHOAEC(PUIIUTOM C
TYMOpaJIbHBIM Ae(EeKTOM, MpOXHUBAIOIIMX Ha TeppuTopuu Poccuiickoit @enepauuu B
28 u3 85 peruonos. [lanuenHTsl, BomIe e B UCCIIEOBAHUE, ITPEICTABIISIIN BCE BOCEMb
denepanbHbix OKpyroB P®d, Takum o00pa3oM, MbI MOCUMTAIM JaHHYIO BBIOOPKY
penpe3eHTaTUBHOM C TOUKHU 3PEHUSI OTPAKEHUS COIIO-DPKOHOMUYECKONW U METUITMTHCKON

COCTaBJISIOIIUX BeJIEHUS OONBHBIX C TYMOPaJIbHBIM AE(PEKTOM UMMYHHOU CUCTEMBI.

Metoa pannei nuarnocTuku [N/ ¢ ryMmopajibHBIM ae(peKToM -
anajun3 koHuenTpanun KREC y nanuenToB ¢ XLA
B rpynne namnuentoB ¢ XLA pesynbtarsl onpeaenenuss KREC Obun noctynssl y
39 manuentoB w3 55 (tab.l1). Konmentpamus KREC 17 komuii/mMKiI ucnonb3yercs
MHOTUMHU aBTOpaMHu Kak pedepeHcHoe 3HaueHue (Ha ypoBHe 0,1 mepueHTuis) s
BBISIBJICHUS TYMOpabHBIX aedekToB [['opaykoBa u ap., 2019]. B 100% ciy4aeB (y 39
u3 39 nanuenrtoB) koHreHTpanus KREC Obina nHuxe 17 komnwmit/mMxn, u3 Hux y 12
narueHToB (30,8%) xonnenrpaius KREC 6bu1a camkena (M 3,610,8; Me 3,5; Min 0,5;
Max 7 xomwmit/mki) u y 27 manuentoB (69,2%) KREC B kpoBu umenu HyJeBoe

3HA4YCHHC.

AHaJIU3 pe3yJIbTATOB MOJICKYJISIPHO-TEHETHYECKOI0 UCCIeA0BAHMNS
[Tartuentam ¢ OBUMH BBINOIHEHO NaHEIbHOE CEKBEHUPOBAHHWE C TMOMOIIBIO
Merona NGS, npruynHHO-3HAYMMBIX MYTAIMI BBISIBICHO HE OBLIO.
MonekynsipHO-TeHETUUECKOEe MOATBEPKICHUE TUarHo3a ObLJIO MPOBEIECHO BCEM

55 mamueHTam ¢ ToA03peHueM Ha X-CIEIJICHHBIH BapuUaHT aramMMmarjioOyJIMHEMUH,
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uccnenoBad reH Btk meromom Conrepa. B 49 cembsix ObUIO BBISBICHO 46 pa3iHyHBIX
myTtanuu (puc.l), u3 Hux 16 HOBbIX (35%), HEONMMCAHHBIX K HACTOSIIEMY MOMEHTY B

muteparype (puc.l, kpacHbril mpudr).

o+ IS -

IVS11-9C=>G

IVS2-24>G + G
Vs 16°A NEIeT VSI7-16oA
IV§3+1G>C e
IVS8+1G>A IVS1645G>C

Tp.N?}KI’leS# T p.C154Y p‘;:-zzi?;ﬁ“# P'anwT p.G419E P E45SX
p-

pRI3X p.S115F p.R255X p-V330X pL3S0ISXTH  P-Y476X
p.S14Y p.T117P p.S281REX334 p.Q343X p.L420P p-ES07X
pWI24R p.Y361D p-R520Q

p.H362R

p.R562W
p-ES6TKfsX3#
p.ES67A
p.I580F
p-W581X

p.R525X p.M630L
p.R525Q
p.D531SfsX 264

Pucynok 1. CxemaTnueckoe uzodpaxenue (o anamoruu ¢ [Chen u ap., Toth u gp.,])
BBISIBIICHHBIX B TIpoOIlecCe HccienoBaHusi myranuid B reHe Btk ¢ cooTHecenmem K
cootBeTcTByOMmMEeMy nomeHy Oenka BTK: PH (pleckstrin homology domain), TK (Tec-
homology domain), SH3 (Src-homology 3 domain), SH2 (Src-homology 2 domain), TK
(tyrosine kinase domain).

Bcero 46 myranuu Brirouanu: 3 6osbiue aeneruu (6,5%), 11 HoHceHc-MyTauit
(23,9%), 17 muccenc-mytanuii (37%), 6 MyTalyii CO CIBUIOM PaMKH CUMTHIBAHHS B
pesynbrare nenenuii uau uacepimit (13%) u 9 UHTPOHHBIX MyTaIMi caiiTa CIUTaiiCHHTA
(20,5%).

BrIsiBIIeHHBIC MyTalluU OBUTH PacIpeICIICHBI TI0 BCEMY TeHY, 0€3 SIBHBIX TOPSIHX
touek. Hambonpmrass wactora mpuxomwiack Ha [K momen (n=22; 51,2%), 3a Hum
cienoan qomeHn PH (n=8; 18,5%), nanee nomen SH3 (n=6; 14%), SH2 (n=6; 14%) u
TH nomen (n=1; 2,3%). [IBe u3 3 KpyIHBIX AENEUMIA 3aXBaTbIBAIU Cpa3y HECKOJIbKO

COCEHUX JIOMEHOB (puc.1).

CeMmeliHblil aHAMHE3 U OTCPOYKA NMOCTAHOBKY JHATHO3a
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OueHka BO3pacTa MOSIBIICHHS MEPBBIX KIMHUYECKUX CHUMIITOMOB NEPBUYHOIO
UMMYHOJIepuIuTa M BO3pacTa IIOCTAHOBKM JIMarHO3a B MCCJIEAYEMOW TpyIIe
MPOBOJMIIACH OT/AEIBHO B TPYMIE MalMeHTOB C¢ arammariooynmHemued u ¢ OBUH.
JanHoe paszaeneHue cBsizaHo ¢ TeM, uTo Jjisi XLA B Oojiee MOJOBUHE CiIy4yaeB
XapakTEepeH paHHUN Je0I0T CHUMMITOMOB 3a00JIeBaHWS — Ha TIEPBOM TOMYy JKU3HU
pebenka, B To Bpems kak i1 OBUH cpokom mManudecTanuy KIMHUYECKUX CUMITOMOB
(o ompeeIeHUIO TMarHo3a) sBJsETCs BO3pacT OT 2 JIeT U CTapllle.

B uccnenyemoii rpynne y 8 mamuentoB ¢ OBUH cpennuii Bo3pacT nosiBIeHUs
3HAYMMBIX KJIMHUYECKUX CHUMMOTOMOB mpuiiencs Ha 6,6+1,33 ner, cpenHuii Bo3pact
nuarsosa - 8,97+1,69 ner B auamnaszone ot 2,33 10 16 ner. CpeaHsis oTCcpoyka AMarHosa
cocraBmia 2,38+2,15ner.

[Ipu aHanmu3e rpynmbl NalMEHTOB ¢ araMMMAaryioOyJIMHEMUEH CpeIHUN BO3PacT
nebrora 3abosieBanus cocraBuwn 2,43+0,28 roma. Cpemnuii BO3pacT MOCTaHOBKH
nuarnoza XLA 4,79+0,5 roma B amanazone ot 0,17 mo 16 mer, mpu 3TOM 110 roja
nuaraoctupoBano 4 manuenta (7,7%). CpenHsisi oTCpouka B MOCTAaHOBKE JHArHosa -
2,3710,58 roma. JlanHble HUGPHI TOBOPAT O TOM, YTO B OCHOBHOM 10T XLA

NPUXOIUTCS Ha MEPBbIE 5 JIeT )KU3HU pedeHka (puc. 2).

16
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BO3PACT NALMEHTOB

Pucynok 2. PacnpeneneHue mNanUeHTOB C araMMarjioOyJMHEMHEH 10 BO3pacTy
MOSIBJICHUS TIEPBBIX CUMIITOMOB 3a001€BaHMsI U BO3pacTy auarHoctuxu [11/].

B wuccnenyeMold KOropre mnanMeHTOB OTATOLICHHBIM CEMEWHBIM aHaMHE3 II0

HMMYHOJIOTHYCCKUM 3a00JICBaHUSM C paHHeﬁ MJI&,IIGHH&?CKOﬁ CMCPTHOCTBIO OBLI
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BeIsBJICH B 19 ciygasx (30,2%) (tab6.1). B 2 ciny4vasx (3,2%) OTATONICHHBI CEMEWHBIH
aHaMHe3 MOMOT TOCTaBUTh AMArHo3 HanueHTaMm cpaszy nocie ux poxaenus (I117 wu
I136), B 3 cayuasx (4,8%) mmarHo3 crapmiero OpaTa IMO3BOJIMI PaHBINE BBISIBUTH
3aboseBanue y mutaamero opara (1150, I128, [126), nopoit B TOKJIMHUYECKOH cTanuu. B
2 cembsax nauueHToB (1136, [149), B nanbHeiilemM, reHETUYECKOE KOHCYIbTUPOBAHUE U
MPOBEICHUE TPEHATATLHON JUATHOCTUKH CIOCOOCTBOBAJIO POXKIACHHUIO 3I0POBBIX
JeTEN.

IIpr 3TOM B rpynme ¢ CEMEHHBIM aHAMHE30M OTCpPOYKA JUArHo3a COCTaBWIIA
2,18+0,93 ner mpu cpemHeM BO3pacTe MOCTaHOBKW auarHo3a 3,96+0,93 mer, cpemu
OCTalbHBIX ManueHToB — 2,57+0,791eT npu cpenHem Bo3pacTe auarHosa 6,22+0,64

roaa.

AHaau3 MHPEeKIMOHHBIX U HeMH(peKIHUOHHBIX nposiBaeHuii [IN/] ¢ rymopanbHbIM
nedeKToM

[Ipu olleHKe KIMHUYECKHX TMPOSIBICHUN oOpamjaeT Ha cedsi BHUMAaHHE, YTO
OCHOBHas Macca TMalueHTOB AcOTHUpoBalia ¢ WHQEKIMOHHBIX 3a0osieBanuii (58
HaueHToB, 92%), NMpeuMyIIeCTBEHHO ¢ UH(EKINI opraHoB JIbixaHus. [laHCUHYCHUTHI U
CpeIHHE OTUThl HMEJU BBICOKYIO PAaCHpPOCTPAHEHHOCTh U BBICOKYIO YacTOTY
penuanBoB, noxoxasmtyo 10 10-15 B rox y oTaenpHBIX ManueHToB. /[0 ycTaHOBICHUS
JMarHo3a TaKue TsKeable MHQEKIMH, KaK IHEBMOHMS (MHOT/IA HEOJHOKPATHO)
nepenecnu 45 manumenta (71%), ocreommenutr - 7 (11,3%), cemcuc - 9 (14,5%),
uHEKINUN HEeHTPaIbHOW HEPBHOU cUCTEMBI - 12 yenoBek (19,4%).

Y rpynoer ¢ XLA (55 dyenoBek) Obuta mIpoaHAIM3MpOBaHA YacTOTa TaKHUX
KIIMHUKO-1a00paTOPHBIX OCIOKHEHHH OCHOBHOTO 3a00JIeBaHUsS, KaK HEHUTPOIICHUS,
KoTopas Bcrpevanach y 18,2%, aptputr — y 13% u BocnanutenbHOro 3a0o0JieBaHUs
kumeynnka — y  9,1% manuentoB (ta6. 3). Y 21,8% mnamueHTOB OTMEYEHO
dopMupoBaHre OPOHX03KTa30B (pHC. 3).

[Tarmentsel ¢ OBMH He BolLIM B OLIEHKY B CBA3U C OTCYTCTBHMEM JIAaHHBIX

CUMIITOMOB B KJIIMHUKC 3a BpCMS H36J’HOI[€HI/I$I.
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Tabnuna 3. OcHOBHbIE HEMH(EKIIMOHHBIE OCJIOKHEHUS Y MAIMEHTOB ¢ X-CHEIUICHHOM
araMMario0yJIMHeMHuen

OcioxHeHus Yucio % B oOmmei
MAIMEHTOB rpyrmre

Aptput 7 12,7

B3K 5 91

Hefitponenus 10 18,2

BbponxoskTaszst 12 21,8

&

Pucynok 3. BpoHXO3KTaTHYECKOE MOPAKEHUE JIETKUX Y MalMEHTOB ¢ X-CIEMICHHON
aramMmMmarjo0yiauHeMuel B uccieayemoin rpymie: [11 — B ka)m0ii 1071€ mpaBoro JIerkoro,
[17 — B HWXKHEN N107U JIEBOTO Jerkoro, I113 — B S3BIUKOBBIX CETMEHTAX BEPXHEU U
HIDKHEN JoJien JieBoro Jierkoro, 1143 — B cpenneit gonm mpaBoro jerkoro, [144 — B
BEPXHEH U HWKHEU JOJISIX JIEBOTO JErkoro, [155 — B HyukHeN 101m npaBoro Jerkoro.
[Ipu ormieHKe BBIABJICHUS] OPOHXOIKTA3UN B HUCCIEAYEMOU TPYIe aOCONIOTHBIN
PUCK YBEIMYMBAJICS C BO3pPAacTOM 3aJep>KKH JuarHosza ot 6,25% (2 ciuydas u3 32

narenToB) 10 41,2% (7 cnydaes u3 17 mauuenToB) u 50% (3 ciydas u3 6 MarMeHTOB)

MpU MOCTaHOBKE auarHo3a Ao S netr, ¢ 5 10 10 u ¢ 10 1o 16 1eT cOOTBETCTBEHHO

(puc.4).
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Pucynok 4. IIpolieHT MepBUYHOTO BBISBICHHUS OPOHXOJKTAa30B B MOMEHT MOCTaHOBKH
JMarHo3a B 3aBUCHMMOCTH OT Bo3pacta auarHoctupoBanus [IM]Jl ¢ rymopaibHBIM
neheKTOM.

DTO TOBOPHUT O TOM, YTO OTHOCHUTEIIbHBIN PUCK (OPMHUPOBAHUS OPOHXOIKTA30B

IIpY MOCTAaHOBKE AWarHo3a mocie 5 jetr B 7,4, a mocne 10 net B 8,5 pa3 BeIlIe, 4YeM Y

JETeH, TMarHo3 KOTOPBIM ObLT ycTaHoBIIeH Ji0 5 set (p<0,05).

AHaJIN3 CJIy4aeB JIETAJBLHOI0 HCX0/1a

B uccnenyemoii Hamu koropte manueHToB ¢ XLA Habmonanocs 4 ciyqas (7,3%)
aetaiabHOrO Mcxona (tad.1): I136 ymep B 12 net ot ocnoxknenuit TI'CK, nposenaeHHO#M
€My B BUJly MEAMKAMEHTO3HO HEKOHTPOJIMpyeMoro TeueHus ooneznn Kpona, [141 ymep
B Bo3pacTte 12 MecsIeB B pe3yibTare Cercuca, Bpi3BaHHOro Pseudomonas aeruginosa,
[138 moru6 B 1,5 roma or ¢araibHBIX OCIO0XHEHUU, CHOPMHUPOBABIIUXCSA IOCIHE
nepeHeceHHbIX B 11 MecsleB AeCTpyKTHUBHOW ITHEBMOHUHM, MEHHHrO3HIIE(]anuTa,
cernicuca, [163 ymep B Bo3pacte 10 set ot cencuca.

Takum o0OpazoM, u3 4 JeTalbHBIX CIy4yaeB 3 MPOM3ONLIM Yy MaI[UEHTOB, HE
noJiy4aBIIMX 3amectuTenbHyro Tepanuto (1138, 141 - B cBA3M ¢ OTCYTCTBHE HAarHos3a
Ha MOMEHT pa3BUTUs MHGEKIMH, NpuBeAlIed K cmeptu, 1163 — B cBsI3u ¢ OTKazoM
poauTeneil OT TPOBEACHUS pPEOCHKY peryjspHOW 3aMECTUTEIBHON Teparuw).
Heobxoaumo otmetruts, uyto I[138 wumen crapmero Opata ¢ MNOATBEPKIECHHBIM
reHeTuyecku auardo3om XLA, ogHako ObuT poxkaeH 0€3 MpeHaTalbHONW TUarHOCTUKH, U
Ha MOMEHT jAebroTa daranpHoi nHbeknuu (11 mec) Bce emie He ObUT 00CIEIOBAH IS

HCKIIOYCHHUA JAaHHOT'O JUAarHo3a.
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AHaJu3 rpynnbl NalHEHTOB, BKIKYEHHBIX B (apMaKOIKOHOMHYECKOe
HCCJIeI0OBAHNE

B ¢apmakoskoHOMHUECKOE HCCIEIOBaHUE OBbLUIO BKIOYEHO 36 MalueHTOB
(tab.1) ¢ [IN/] c rymopanibHBIM AEPEKTOM B COOTBETCTBUE C KPUTEPUSIMHU BKIIFOUCHUS.

B rpynne u3 36 yenoBek y 28 maMeHTOB MYXKCKOTO Tojia Obljla T€HETHYECKH
MOATBEPKIACHHAsT X-CIEIJICHHAsT araMMariioOyJIMHEMus, OCTAJIbHbIE 8 MAIMEHTOB - C
OBUH (3 namueHTa »K€HCKOTO U 5 MaIllMeHTOB MY>KCKOTO 110J1a).

B 1 rpynmy (27 uenoBek) ObUIM BKJIIOYEHBI MAIIMEHTHI, IEPEHECIINE HEOOIbIIOE
KOJIMYECTBO TSDKEJbIX MH(PEKIHMA 10 MOMEHTa YCTaHOBJICHMsS JMAarHo3a W Hadasa
cnenupuyecKon Tepanuu, C MUHUMaJIbHBIMU XPOHUYECKUMU u/unum
WHBAIMIN3UPYIOIIMMH OCJIOKHEHUSIMUA. JTa Trpynna BKIOUWiIa 6 MNalMeHTOB C
nuarnozoM OBUH u 21 manuenTa ¢ nuarHo3oMm X-cleryieHHas araMMarjioOyIuHeMHUs.
Bo3spact noctaHOBKH AuartHosa B 3TOM TpyIIe MalMeHTOB BapbUpoBaji oT 2 10 16 jer
(memnana 4,94 rona). CpenHuii BO3pacT IHAarHOCTHpoBaHWs rymopaibHoro IINJI B
rpymnmne coctaBui 6,03+4,07 net; uzonupoBaHHo i nanueHToB ¢ XLA — 4,68+2,98
JIET.

Bo 2 rpynny Bonu 9 nmanueHToB MYyKCKOTO noJjia (6 ¢ araMMarjiooyjanHeMuen u
3 nmarmenta ¢ OBWH) B Bo3pacte ot 3 10 16 ner, nepeHecmnx OOJbiee KOJIUYECTBO
TSOKEIBIX WHMEKIIMOHHBIX JMHU30J0B JI0 YCTAHOBJIEHWSA JMarHo3a W Hadvala
NAaTOT€HETUYECKOW Tepamnuu, B pe3yibTaTe KOTOPBIX CHOPMUPOBAIUCH XPOHUYECKHUE,
3a4acTyl0 MHOXXECTBEHHbIE WH(MEKIIMOHHBIC TOPAKEHHUSI OPraHoB. Y HEKOTOPBIX
NAIMEHTOB JIAHHOW TPYIIbI TKEI0e TeueHHe MH(MEKIUU (MEHUHTUTBI) WIM YacTbhle
000CTpeHUs] XPOHUYECKUX 0YaroB (ITHEBMOHUHU) MOBJIEKIN 3a OO0 MHBAIWIW3AIUIO
nanueHToB. Takue TspKelble OCI0KHEHUS OCHOBHOTO 3a00J€BaHMs, KaK OPOHXOIKTA3bI
B JIaHHOM TrpyIine BcTpeuaroTcs y 66,7% nanueHToB ¢ arammariooynuaemueit, B3K -y
33,3%, uactora BbIsBI€HUA HelTporneHuil - 50%, YTO CYLIECTBEHHO BHIIIE, YEM B
CpellHeM B OOIIIel rpyIie MalnueHToB ¢ arammariooynuHemueit (VS 22,2; 9,3 u 18,5%
COOTBETCTBEHHO). B Hamelt rpyne manmentoB ¢ OBUH 3a Bpems HaOmr01eHUs TaHHBIE

OCJIOKHEHUS HEe OBLIN AUAarasoCTUPOBAHBI.
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Mennana Bo3pacta yCTaHOBJIEHUS IMATHO3a B 3TOU rpynme cocrasuia 5,55 roaa.
Cpennuii Bo3pact AMarHoctTupoBanusa rymopaibHoro [IM]] Bo BTOpoil rpymnme cocTaBuil
6,96+3,98 net; y mammmentoB ¢ XLA — 8,56+1,61 ner.

IIpu cpaBHenun mnamnueHToB ¢ XLA u3 1 m 2 rpynmbel obpamiaer Ha ceds
BHHMAaHHE JIOCTOBEPHO 3HAuMMas 3aJepKKa B BO3pacTe MOCTaHOBKM JHAarHo3a,

npakTHuecku B 2 pasza (4,68+2,98 ner mia 1 rpynmnsr VS 8,56+1,61 ner miia 2 rpynmbl
(p<0,05)).

Kiannuyeckas 3¢ppextuBHocTh Tepanuu BBUT'

Ha ¢one perymsapuoii 3amectutenbHoit Tepanuun BBUIT y Bcex marueHTOB,
BKJIIOYEHHBIX B ()apMaKOPKOHOMUYECKOE HCCIEJOBAaHUE, OTMEYAIOCh YMEHBIICHUE
KOJIMYeCTBa MH(PEKIIMOHHBIX 3MHU30/10B (32 JBa rofa cyMMapHo Ha rpynmy ¢ 380 go 114
cilydaeB), 4yTo mpuBeso K goctoBepHomy (P<0,0001) cokpaleHuro cpeaHed 4acTOThI
3aboneBanuit Ha 3,7/2+0,38 cnyuas Ha mnanmeHta B roax - ¢ 5,33x0,31 g0
naToreHetTnueckoi tepanuu g0 1,61+0,21 cinyuas mHpexkunoHHOro 3abojieBaHUs Ha
nalyMeHTa B TrojJ Ha (QOHE BBEACHUHM HUMMYHOrJoOynMHA (pUC.D) U THKECTU
WH(DEKITMOHHBIX 2MH30/10B (puc.6): yactora OPBU nerkoro teueHus COKpaTHIOCH B
1,5 paza, OPBU cpenHETSKENOro U TSKEJIOro TeUeHUs - B 8 pa3, THOMHOTO OTUTA - B 5
pa3, a THOWHOTO CUHYCHUTa - B 2 pa3a. Kpome toro, Ha ¢one BBenenuit BBUI™ He Ob110
OTMEYEHO HHU OJIHOTO OJMH30Jla TaKUX TOKEIbIX MHQPEKIUH, Kak I[HEBMOHUS,
OCTEOMHUETUT, MEHHMHIUT, B OTJIMYMM OT MPEAIIECTBYIOIIEro Imepuona 0Oe3
natoreHeTuyeckou tepanuu (55, 9 u 6 cityyasi COOTBETCTBEHHO B UCCIIEyEMON KOTOpTe

naueHToB) (puc.6).

o [— * p<0,0001

Yucno 3aboneBaHum

C 1
no BBUT
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Pucynok 5. Cpeanee uncno mH(GEKIMOHHBIX 3MK3070B y nanuenta ¢ [1I1M]J] B rox mo
Hayvasa JiedeHHs 1 3a roJ Ha Goue Tepanuu BBUT.

[Io HEKOTOpPHIM HEMH(PEKIMOHHBIM OCJIOXKHEHHUSIM B HCCIEAOBAHHON KOropTe
IIALMEHTOB II0JIy4EH pe3yJIbTaT, KOTOPBIM CTOUT OTMETUTH. Hanpumep, y 7 mauueHToB ¢
araMMarjioOyJIMHeMHeW, BOIIEANIMX B (PapMaKOIKOHOMUYECKOE HCCIEIOBAaHUE, C
Ja00paTOpHO  TOATBEPKACHHONW HEUTponeHHer (cpemaHee aOCONIOTHOE  YHCIIO
HeUTpoPuiIoB 10 maroreHeTHdeckoi tepanuu coctaBuio 0,378+0,06Teic/MKI) — Ha
¢doune perynspuoit repanuu BBUIL Heitrponenus paspemanack B Tedenue roga B 100%
canyuaeB (cpenmnee AKH 3,579+0,61Thic/MKII), HECMOTps Ha MPEAIICCTBYIOIIYIO
JUTUTEILHOCTh BbIsiBIIeHUsT cHkeHUuss AKH (y 2-manueHToB OHO HaOII0Ialioch C
POXKJIEHHs, MPUYEM OAMH MAaJb4YMK COCTOSUI Ha y4YeTe y IeMaToJiora C JUarHo30M

«uAuonaTU4YecKass HEUTPONECHUI» 10 6,571eT, Korja TOJbKO ObUI MOCTaBJEH JMArHO3

XLA).

MHEBMOHVA e — 55

OcTpblit 6POHXUT
MeHUHrnT J
Octeommnennt & 9
KuweyHaa nHdekuma i 11
THOMHbBIN CUHYCUT ﬂ 25
THOWHbBIN OTUT h 34
KaTapasnbHbIi OTUT * 28
J1aKyHapHaA aHrmMHa -0 4
OPBMU cp/Tax 1 TAX TeyeHne b 64
OBl K Oe Teu e HY e | 02

20 40 60 80 100

o

BBUI m Bes BBUT

Pucynok 6. KonmuectBo MH(MEKIMOHHBIX 31mu3040B y nanuentoB ¢ [IMJl mo nauama
jedeHus u Ha poue Tepanuu BBUTI.

TepaneBtuueckuii >pdexr BBUIT B wu3ydeHHOl KOropre MalUMEHTOB B
OTHOIICHUU apTpHTa (4 YyeloBeKa) HAIPSAMYIO 3aBUCENl OT PEryJISPHOCTH MPOBOAUMOM
Tepanuu. 3a 2 roga HaOmroaeHUs Ha (oHe 3amectuTenbHoOU Tepanuu BBUIT teuenue
apTpUTa IMPUHUMAJO Oojee MSATKUN XapakTep M B 3 CiydasxX MO3BOJWIO OTMEHHUTD

paHee Ha3HAUCHHYIO 0a3MCHYIO Tepamuio (Tad.4).
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Tabnuna 4. DBoONMsI OCIOKHEHUI OCHOBHOTO 3a00JeBaHus Ha oue Tepanuu BBUT

Ocnoxuaenune/ o BBUI' 2rona Ha BBUT
KOJIUYECTBO HEOOXOIMMOCTh KIUH/1a00p | HEOOXOAUMOCTH KITUH/Ta00p
MalUEeHTOB Tepanuu [POSBIICHUSA Tepanuu IIPOSIBIICHUS
Heiirponenust (n=7) 7 7 0 0
Aptpur (n=4) 4 4 1 1

Crosp  3HaUMMOE  COKpalleHHEe HMH(PEKIMOHHBIX JMNM300B Ha  (OHE
3aMECTUTENBHOM TEpaluu CYMMAapHO MPUBOAMIO K 3HAYUMOMY COKPAILLEHHUIO
NOTPEOHOCTH B BHI30BaX Bpaua Ha oM C 268 10 12 BI30BOB (B 22 pa3a MEHbIIIE, YEM JI0
Je4eHus1) U yMeHblIeHHo B 10 pa3 koaudecTBa AHEW HETPYIOCIOCOOHOCTH POAUTENEH

B CBSI3H C YXOJIOM 3a O0JIBHBIM peOSHKOM (pHC.7).

700

B [1H/ HeTpPyA0CNOoCOBHOCTH

600 588

500

iy
o
o

MocewieHne neanaTpom
Ha gomy

LIHV, ABC.
w
o
o

268

200
H BbI30Bbl CKOPOW

100 54 MeaULNMHCKOMN
24 12 1 NOMOLLLM/HEOT/IOXKHOMN
. R i/
NOMOLLM
be3 BBUT BBUT

Pucynox 7. KonmuuecTBo aHEN HETPYnOCIIOCOOHOCTH POJAUTEINECH, BRHI30BOB Bpaya Ha
nom y naruenToB ¢ [TU]] no navana u Ha ¢one neyenuss BBUI.

Tak xe y Bcex marueHToB Ha (one neuenuss BBUID cokpaTmnach IIuTebHOCTD
npeObiBaHus B cTanuoHape (¢ 2960 koiiko-gHed g0 1134 koliko-mHel cyMMapHO Ha
HCCIIeyeMYI0 TPYIITY), KapIUHAIBHO U3MEHUJICSA MPO(PHIb 3aHUMAEMBIX B CTAl[MOHAPE
KOEK B T0JIb3Yy CIEIUATU3UPOBAHHBIX (MMMYHOJOTUYECKUE WM aMOyJIaHC/CTallMOHAp

onHOTO AHA) (puc.8).



30

W be3 BBUT BBUI
1400 1280
1200
1000 916
800

600

400
200 71
210 0 Io 190 Io
0 -

Heo, Un cy K3 Hmy, Xup Ory, AHe
HaTO/; ¢ekql4g XOHeBpO/’?QMOD ayHoﬂo V,Or T 8, Cra L{”OH
Oﬁo P
’4}7

Pucynok 8. CymmapHasi JyuTebHOCTh TPeObIBaHMs B cTarmoHape manueHtoB ¢ [TN]]
710 Havasa jeyeHus u Ha ¢pone neuenus BBUT.

Ha ¢one mnmanoBoii tepanmmu BBUIT nmoTrpeOHOCT, B  KpPaTKOBPEMEHHBIX
TOCTIMTAJIM3AINSAX BO3HUKAIA TOJIBKO B T€X CIydasx, KOT/Ia Y MallUeHTOB ObLUT CIIOKHBIN
BEHO3HBIA JOCTYH, B Clly4asX, Korjga TpeOOoBajCsl KOHTPOJb XPOHMUYECKHX OYaroB
WH(EKIMU WM B PETUOHAX, IJe He ObUTM OpraHW30BaHBI aMOYJIATOPHBIC TPYIIIIHI JIJIS

IMPOBCACHUSA 3aMECTUTEIbHOM TCpalinu.

dapmakodkoHOMHYecKas dPpPexTuBHOCTH Tepanuu BBUT

B mponecce noacuera npsMbIX MEIWLMHCKUX U HEMEIUUMHCKUX (Tab.2), a Tak
K€ KOCBEHHBIX (JMCTKH HETPYAOCIIOCOOHOCTH) 3aTpaT Ha JI€YeHUE ObUIM IOTY4EHbI
CTOMMOCTH JiedeHHMs: 10 wuHuiumaunu tepanun BBUIT m na tepamum BBUI 3a
uccienyeMblil nepuon (24 mecsa) Ha KaX/10ro naueHTa.

ITocne cymmupoBaHus BCEX pacxoAoB Ha jieueHue nauneHTos ¢ [IM/1 no nagana
3amecturenpbHor Tepanmu BBUIT m ¢ nmpuMeHeHueM peryssipHONM 3aMECTUTENIBHOU
tepaiun BBUI' B 1 rpymnme mamyeHTOB pacxXojbl Ha CHMITOMATHYECKOE JICUCHHE
uHpEKIUNA U IpYrux oclokHeHu# 1o nuarHoctuposBanus [1IU]] 6simu B cpennem B 3,5
pa3a MeHblIe (CpeHee 3HAaYeHHME 3aTpaT Ha JIEYEeHHE OJHOrO IMalMeHTa 3a 24 Mmecsua
coctaBuino 342957,15+69888py06.), uyeM pacxoapl Ha TEpanmui0 MAIUEHTOB C
yCTaHOBJIIEHHBIM TrymopanbHbiM [IWJI, momywarommx perymsapasiii BBUIT (cpennee

3HAYEHWE 3aTpaT Ha OJHOro mnamveHTa 3a 24 wmecsna — 1343812+417000py6.;
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p<0,0001). OnHako BO 2 rpynie MNAlMEHTOB HAYaJl0 PETYISPHOW 3aMECTUTEIbHOU
tepanmun BBUI' nmo3Bonmno cratuctuyecku 3HauuMo (P<0,05) cokpaTuTh pacxoisl Ha
BeJleHne OOJIBHBIX — B cpemHeM B 1,35 pasa (cpemHee 3Ha4eHHME 3aTpaT Ha JICUCHUE
OJIHOTO TarueHTa 3a 24 mecsia coctaBuiio 1148288,2+121106py6. 10 Havana Tepanuu
BBUI vs 873382+36734py6. 3a 24 Mecsina Tepanuu ¢ npumenearnem BBUT; puc. 9).
[Ipu cpaBHeHUU 3aTpaT Ha OOCICIOBAHUE U JICUCHHE MAIMEHTOB JI0 AUArHO3a W
nocyie TMOCTaHOBKM JaMarHo3a ¢ BblueToM ctoumoctd BBUIT B o0oux rpymmax B
peo0IaIaroIeM YUcie CIydyaeB OTMEUCHO CHIDKCHHE 3aTpaT Ha JieueHrne MHPEKIUi 1
JIPYTUX OCJOKHEHMHM TMOcle JuarHo3a, 4YTo OOYCJIOBIIEHO, B IMEPBYIO OYEpE.lb,
COKpallleHHueM  3a00JIeBa€MOCTH,  CPOKOB  TOCHUTAIM3AIMM U CHUKCHUEM

COITYTCTBYIOLIMX PaCcX0JI0B.
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Pucynok 9. MeauuuHckre U HEMEIUIIMHCKUE pacxobl Ha BeaeHue nanueHTos ¢ [TN/]
110 Hauaja JedeHus u Ha Gone Tepanuu BBUI (* p<0,05).

U, ecnmu 6e3 yuera croumoctu BBUI' B 1 rpynme B OOJBIIMHCTBE CBOEM
OTMEUYEHO YMEPEHHOE (B OTHENbHBIX CIydasxX 3aTpaTbl HECKOJIBKO BO3pOCIIN)
COKpailleHue 3atpaT (B cpeaHeM B 3,5 pasa), To BO 2 rpymnlne Hayajao aJeKBAaTHOU

TEpanuyd T10CJ€ JUAarHOCTUPOBAHUS MEPBUYHOTO HMMYHOACPUIIUTA, B CpPEIHEM,
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OPUBENIO K 3HAYUTEIbHOMY CHHKEHHIO DPACXOJI0OB HA CHMITOMAaTHYECKOE JeUeHHE
OCHOBHOT0 3a00JieBaHUsI — OoJiee ueM B 8,5 pas.

B uccnenoBanHoil Hamu 00IIed KOropTe ManueHTOB ¢ TymopaibHbiMu [TN]]
CMEPTHOCTh 3a CYET HMH(PEKIMOHHBIX OCJIOKHEHUW, MPEAOTBPATUMBIX C IMOMOIIbIO
3amectutenbHor Tepanuu BBUI, cocraBuna 4,7% (3 nanuenra). Meroauueckue
MOJIXO/TbI OLIEHKH CTOMMOCTH CPEIHECTaTUCTHUECKOHN JKU3HU HAa OCHOBE MCCJEIOBaHUI
TEOPUH MOTPEOUTENHCKOM CTOUMOCTH ONPEIETSIOT 3HAUEHUE IO POCCUHUCKUM pacueTaM
IeHbl HaTypajbHOro ymepba B 105 muH. py0. HAa OJHY AOMOJHHUTENBHYIO CMEPTh
[Kapuaues u ap., 2011; [Topdupses u map., 2014]. Takum oOpa3zomM, ymepd rocyaapcraa

B pe3yJbTare rudenu 3 marueHToB coctaBuia 315 mitH. pyo.

OneHka KayecTBa KU3HU 10 onpocHUKY PedsQL 4.0 manueHToB ¢ THATHO30M
NI ¢ rymopajbHbIM AedexToM 10 Hayana Tepanuu BBUI' (¢ mocaeayrommum
CPaBHEHUEM € KAYeCTBOM KM3HU KOHTPOJIbLHBIX IPyNi) U HA (OHE MPUMEHEeHUs
3aMecTUTeJbHOU Tepanuu BBUT

be3ycioBHO  Hamuume — XpOHHMYECKOro  3ab0jeBaHHsl  CO  CTpajaHHeM
COMAaTMYECKOr0 CcTaTyca B  pe3yibTaTe pPa3jM4yHOM  MPUPOJBI  OCIIOKHEHUH
oOycCnaBMBaeT CHIDKCHME KauecTBa JKW3HU 4YeJOBEKa, YTO HAIUIO MPsSMOe
JI0OKa3aTeNIbCTBO B MMPOBEJACHHOM HIDKE aHAJIN3E.

[Ipu aHanmu3e OTIAEIBHBIX MMOKAa3aTEIbHEH KadecTBa )KU3HU B | rpyIie marueHToB
c IIMJ n B |l rpynne ¢ BA B cpaBHeHun ¢ koHTpoasHOU |l rpymnmoil momydeHsr
OKHJIa€MbIE PE3YNbTAThl B MapaMeTpe (U3M4ecKoro (PyHKIIMOHUPOBAHUS — 300p08be, a
TaK JK€ KOTHUTUBHOTO (DYHKIIMOHMPOBAHUS — WKOAA, TAS Yy TIAIUCHTOB C
ummyHoaedurmrom (ITMJ]) u acrmoit (BA) BesBieHsr goctoBepHo (p<0,01) Gosee
Hu3kue nokaszarenu 11U 63,3+7,3 u 55,0+6,4 6anna; BA 67,9+5,7 u 58,7+4,0 Ganna
VS y 310poBbIX aeteit 88,5+2,7 u 78,0+3,8 Ganna coorBercTtBeHHO (prc.10, Ta6.5). [Ipu
cpaBuenuu | rpynmer aereit ¢ [TAJ] u |l rpynnetl nereit ¢ BA mpocnexuBaroTcs MeHee
BBIDOKCHHBIC, HE JOCTHTAIOIINE CTATHCTHYECKOW  JIOCTOBEPHOCTH  Pa3iIudus
moKaszarejiell B rmapameTpe 30oposwve 63,3x7,3 VS 67,9157 6amra u wkona 55,016,4 Vs

58,7+4,0 6amra. B mapameTpax 3MONHMOHATBHOTO (PYHKITMOHHPOBAHUS - Owfyujerue 1
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COIMAIBHOTO (DYHKITMOHUPOBAHUS - 0OujeHue JTOCTOBEPHO 3HAYMMBIX DPa3IU4Hi B

NpeaACTaBJICHHBIX 3 rpymniiax BbISABIICHO HE OBLT10.

Tabnuna 5. CpenHue 3Ha4eHHUs OTAETBHBIX M CYMMapHBIX MTOKa3aTelel KauecTBa
KHU3HU U KO3(PPHUIIMEHTHI TOCTOBEPHOCTHU B 3 UCCIIETyEMbIX TPyIIax

3/10pOBbE OLLyILIEHUE oOrieHue LIKOJIa CYMMapHbIii 6ast
Irp. [TNJ] no BBUI" 63,3+7,3 60,0+6,0 73,579 55,0+6,4 62,9+6,5
Irp. IUJ1/ llrp. BA p=0,63 p=0,15 p=0,1 p=0,61 p=0,23
llrp. BA 67,9+5,7 69,5+3,4 85,3+2,9 58,7+4,0 70,3+3,2
lIrp.BA/ Hirp. 3nop. P<0,01 p=0,94 p=0,95 p<0,01 p<0,05
Irp. 300p 88,5+2,7 69,0+3,4 85,7+4,8 78,0+3,8 80,3+3,6
Irp. ITUJ1/ Iirp.310D. p<0,01 p=0,28 p=0,18 p<0,01 p<0,05
I — —

b= rp. A Ao BBUI

g i

2
2 60 [T] re- BA
< J
= ) D rp. 300p
301
0 i 1 1 1 1 1 1 1 1 1 1 1 1

300poBbe olyleHue obueHue wKona

Pucynok 10. CpemHue 3Ha4eHWs OT/AEIbHBIX IOKA3aTeNlel KauecTBa JKM3HH B 3
nccaenyembix rpymax (* p<0,01).

IIpoBeneH cpaBHUATENBHBIA aHAIU3 Pe3ybTaTOB onpoca aerer ¢ [TMJ] no nayana
tepariun BBUI' u Ha ¢done tepanmu BBUI'. CoriacHO mojy4eHHBIM pe3yjbTaTam
BBISIBIICHO J0CTOBepHOe ymyumienue (p<0,05) moka3zaTeneil kayecTBa >KM3HH IO BCEM
KaTETOpUsIM: 300posbe, owyujeHue, oodwenue, wkonra (puc.1l, Ta6.6), Tak u 1O
CyMMapHoO# 1mmkaiie B 1iesiom (puc.11l) - 62,95+5,5 6amra no BBUI vs 85,45+2,3 Gaina
na BBUI (p<0,01).
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Pucynok 11. Cpennue 3HayeHHUs OTACNIBbHBIX IOKa3aTelel KayecTBa KU3HU Y
nanuenTos ¢ [TU]] na pone BBUTI u 6e3 3amecturensuoi tepanuu (* p<0,05).

[Ipu cpaBHEHHMH OILIEHOK B OTIENBHBIX TPYIIAX MO CyMMapHOW mmikane (puc.l12,
1a0.5) BbIIBICHO aocToBepHO (P<0,05) Ooslee HU3KOE KAYECTBO JKU3HHM B TPYIIAx
MalMeHTOB ¢ HajluyueM XpoHudeckoro 3adosneBanus: | rpymma I no BBUI u I
rpynna ¢ BA - 62,9+6,5 wu 70,3%3,2 Oamia COOTBETCTBEHHO IO CpPaBHEHUIO C

KOHTPOJILHOM 3710poBoi rpynmoii (80,3+3,6 Gamia).

Tabnuna 6. CpenHue 3Ha4eHHE OTIEIBHBIX U CyMMAapHBIX MTOKa3aTelel KauecTBa
xu3Hu y aereit ¢ [IM]] na done BBUI u 6e3 3aMecTuTeNbHOM Tepanuu

CYMMAapHBbIN

3/10pOBbE OLIYIICHUE oOmIeHHe IKOJIa Oann
rp.JIN/ no
BBUI' 63,3+7,3 60,0+6,0 73,579 55,0+6,4 62,95+5,5
rp.J1IN/] na
BBUT 87,8+5,2 83,5+4,7 94,0+2,2 76,5%3,6 85,45+2,3
Koaddumuent
JIOCTOBEPHOCTH p<0,05 p<0,01 p<0,05 p<0,01 p<0,01
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Pucynok 12. Cpeanue cymMMmapHble 3HAU€HHUS IOKaszaTejell KadecTBa >KM3HH B 3
nccnenyeMeix rpynmax (* p<0,05).

[Ipu cpaBHeHMM cymMMapHOro Oajula KauyecTBa »XU3HM B KOHTPOJIbHOM TpyIiIe
3I0POBBIX JIETEU C NAUEHTaMH, KOTOPBIM IIPOBOAWINCEH PETyispHble BBeaeHUss BBUI
IOJIydeHbl CXOXKHe BbiCOKHMe Hudpnl kadectBa xu3nu (80,3£3,6 u 85,45+2,29 Gamna
COOTBETCTBEHHO), yKa3blBas HaM Ha TO, YTO BOBpPEMsI HAa3HAUEHHAas M MPABHIBHO
IPOBOJMMAsS TEPAMus Y MAIMEHTOB C TyMOPaIbHBIM Je(heKTOM MMMYHUTETA TIPUBOIUT
K MOBBIIIEHUIO YPOBHSI KauecTBa JKW3HU, JI€Jlasg €ro CPaBHUMBIM C YPOBHEM KadyeCcTBa
YKU3HH 370POBOM MOITYJISALINH.

Taxkum o0pazoMm, perynspHas 3amectutenbHas tepanuss BBUIT mpu T He
TOJIKO CIIOCOOCTBYET JIOCTOBEPHOMY YJIYUIIECHUIO KaueCTBA KU3HU MallMEHTOB JaHHON
IpyNIbl, HO U JI€JaeT €ro CPaBHHUMBIM C TPYIIION 3I0pOBBIX JETE€W, HECMOTPS Ha

CIKEMCCAYHBIC BHYTPUBCHHBIC BBCACHMA I/IMMYHOI‘J'IO6YJ'II/IH3..
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BbIBO/bI

1. B Bumy HepocTaTka y3KOHAIMPaBICHHO TPAMOTHO OOYUYEHHBIX CIICIIHAIUCTOB, a
TaKK€ OTCYTCTBUSI TOBCEMECTHO IIUPOKOrO0  JOCTynma K  HEJOpPOTUM, HO
uHpopmaTuBHBIM MeTosaM auarnoctuku (ompenencaue KREC) B Poccun cymiectByer
3HaUYMTENbHAs 3aJiepKKa B mocrtaHoBke auardosza [N ¢ rymopanbHbiM AedekTom (B
cpeaHeM Ha 2,4 roja B JBYX OCHOBHBIX Ho3osormueckux rpymmnax: OBUH u XLA).
YBenuueHue 3a1epKKU TOCTAHOBKHU uarHosa jo 3,83+1,51eT B moarpymne naiueHToB
c nuarHozom XLA B HameM wuccienoBaHud mpuBeno K QopmupoBanuio y 16,4%
MAlMeHTOB K MOMEHTY TIOCTAaHOBKH JIMAarHO3a XPOHHYECKUX/)KH3HEYTPOKAFOIINX
OCJIO’KHEHHM.

2. B mamewm uccienoBanuu onpenencaue konrneHTpanun KREC mokasano cBoro
3¢h(HEeKTUBHOCTH U MHPOPMATUBHOCTH B KAUE€CTBE JJOCTOBEPHOTO MapKepa T'yMOpPaIbHON

dopmer IIMJ] B 100% cnydaeB, a MOJIEKYJISIPHO-TEHETUYECKOE HCCIIEIOBAHUE
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NOCIIY>KHJIO OKOHYATENbHBIM MOATBEPKACHUEM TMAarH03a U OCHOBOM ISl TaJbHEHIIErO
T€HETHYECKOr0 KOHCYJIbTUPOBAHUS M IUIAHUPOBaHUS CceMbU. JlaHHBIE METOMbI
WCCJIEIOBAHMS JIOJDKHBI AKTHBHO HCIIOJNb30BAaThCS B KAayECTBE MHCTPYMEHTA paHHEH
Bepudukaruu auarHosa [11]] ¢ rymopaibHbIM 1eheKTOM.

3. B uccnemoBannoit rpymnme rymopanbHbix [IMJl, moMuMO  TSXKENbIX
WH(EKITMOHHBIX MPOSIBICHUH, TAKUX KaK CETICHC, UMEBIINNA MecTo Y 14,5% manueHTos,
MeHuHTO’HIepamuT — y 19,4% mnamuenroB, ocreomuenut — y 11,3% mnanueHToB,
JNECTPYKTHBHAsI MTHEBMOHUSA — Y 6,5% MalnMeHTOB, NPUBEAIINX K JETAIBHOMY HCXOAY Y
7,3% MalKreHToB, ¢ BBICOKOW YaCTOTOW BCTPEUAIOTCS M HEMH(PEKIIMOHHbIE CUMIITOMBI:
B3K y 9,1%; aptpur 12,7%; uelitponenuss 18,2%, 4TO TOBOPUT O MHOTr000pa3zuu
nposienieHuit rymopanbubix [IN]] u TpeOyeT Bricokoro npodeccuoHanusma oT Bpaya.

4. AnexBatHas peryisipHas Ttepanus BBUIT sddextuBHO CcHUMX)aeT yactoTy
uHbekuu Ha 3,72+0,37 ciaydyaeB Ha MalKMEHTa B T0Jl, MUHUIMU3UPYET CIIy4au TsDKEIBIX
uHpEKIUA, W KaK CIEICTBUE OCJIOKHEHUH, TEeM CaMbIM COKpallaeT Harpy3Ky Ha
CUCTEMY 3/IpaBOOXPAHEHHUs, YMEHbIIAsl MOTPEOHOCTh B TOCHUTANM3ALUAX B 2,6 pa3 u
amMOyJ1aTOpHbBIC BU3UTHI Bpaua B 22 pasa (p<0,01).

5. HecmoTpss Ha BBICOKYHO cTOMMOCTh TmpenaparoB BBUI, npu mno3guei
nocTtaHoBke Auarnosa [11]] 3agep>kka Ha3HAYEHUS! 3aMECTUTENILHON TEpauy MPUBOIUT
K BO3PacCTaHHUIO CTOMMOCTH JICYEHHSI 110 CPABHEHHUIO CO CTOMMOCTBIO JIeueHus Ha (poHe
perynsipHoro npumenenuss BBUI' B cpennem B 1,35 pasza (mpu oTcpouke auarHosa Ha
3,83+1,5mer), 3a cueT HapacTaHUsI MEAUIIUHCKUX U HEMEIMIIMHCKHX 3aTpaT Ha TEPAIHIO
PEUUIUBUPYIOMIMX HH(DEKINN U BOZHUKAIOUIUX HA UX (DOHE OCTOKHEHUM.

6. IIpu oneHke kadyecTBa JKM3HU JETel B Bo3pacte oT 8 70 18 jeT ¢ moMoIIbIo
aJanTUpoBaHHON Bepcuu omnpocHuka PedsQL 4.0 mokasaHo, 4YTO peryispHas
3amectutebHas Tepanus BBUIT npuBomut k mocroBepHomy (P<0,05) ymydmieHwro

Ka4ycCTBa )XN3HHU IMTallUCHTOB.
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MNPAKTUYECKUE PEKOMEHJIALIUN

1. Ilpu nmomo3penun y namueHTa Ha rymopainbhHyto dopmy I[11]] (BbisiBieHuE
TUIIO- WM araMMaryioOyJWHEMUH, CHUXKEHHE a0CONOTHOro uucia B-mumdonurtos,
peunauBupytomue nHpexnuu JIOP-opraHoB u opraHoB JbIXaHUs) B MEPBYIO OYEpPE.b
MOKa3aHo onpeseneHue KoHmeHTparuu moiiekyn KREC, Tak kak BBISBICHUE PE3KOTO
camkenust win orcyTcTBus KREC sBisieTcss mocToBepHBIM MapkepoM HapylieHus B-
auM@doroms3a U HaM4Yus BPOXKIESHHOTO JedekTa TyMopaibHOTO 3BeHa. CTOJIh BBICOKAS
WH(OOPMATUBHOCTh U CHEIU(GUIHOCTH MOTYT IMO3BOJUTh B OnrpkaiimieM Oymyiiem
BHENIpUTH wuccienoBanus KouueHtparuu KREC B mporpamMmy HEOHaTambHOTO
CKkpuHuHra B P® s MakcUMalbHO paHHEW NOKIMHHMYECKOW auarHoctuku [IN]] c

TYMOpPaJIbHBIM JIe(hEeKTOM.



39

2. llpu Hamuuuu y TpyAHOTO peOeHKa OTATOLIEHHOTO0 CEMEHHOro aHaMHe3a IO
paHHEl JETCKON CMEPTHOCTH, OCOOEHHO OT MH(EKIHMOHHBIX 3a00J]€BaHUM, a TaKXKe
NaneHTaM € YacTbIMM  W/WIM ~ HECTaHIAPTHBIMH  HH(PEKIUOHHBIMU |
HEMH()EKIMOHHBIMU MIPOSBICHUSIMU PEKOMEHIOBAHO HE3aMEJIUTEIHHOE UCCIIEeI0BaHNE
koHueHTpanuu KREC mns panneit nuarnoctuxu [TH/I.

3. Bxmtounts B audQepeHnuanbHbli TUarHo3 NpU BBIABICHUU Y TMAIMEHTOB
myxxkckoro mnona B3K w/unum HeWTpomeHWH, W TMOBBIIIEHHOW BOCHPUUMYUBOCTU K
UHGEKINUAM IEPBUYHBIN UMMYHOAe(PUIINT: X-CIETNIEHHYIO araMMarjio0yJIMHEMHUIO.

4. Ilocne mnonreepxkiaenuss y mnamuenta I[N/ ¢ rymopanbHbiM jAedhekTOM
MOKa3aHO MaKCUMAaJIbHO paHHEe Ha3HAYeHUE 3aMECTUTEIbHON Tepanuy BHYTPUBEHHBIM
UMMYHOTJIOOYIMHOM. B cilydae BbISBIEHUS PE3KO CHIDKEHHOM koHueHTpauuu 1gG B
MOMEHT TOCTAaHOBKHM JMarHo3a pEKOMEHJIOBaHa CTapToBas Tepamnus B peXUME
HachIeHus cymmapao 1-1,2rp/kr 3a 3 BBeaeHus (He damie 1 BBeneHuUs B 5 - 7 aHeH),
Janee MpEerTH Ha peryispHble, exemecsuynbie nHOy3un BBUIT (unm exenenenpHbIC
[IKUI', mpu Hamuyuu), TPOU3BOJA MOA00P pa3oBOM J03bI B TMEPBbIE MeCAIbl Ha
ocHoBaHmH Beca manuenta — 0,4 — 0,5rp/kr. B manpHeiimem moka3zana oOs3aTenbHAs
peryiisipHasl KOPpEKUUs KoJauudecTBa BBoauMoOro mnpemnapara BBUI', omnwmpasces Ha
npeTpancy3nonHble KoHleHTpauuu 1gG, MuHUManbHbIE HUPPBI KOTOPOW MOTYT
COCTaBUTh 6-7 T1/m1 y mTanuMeHToB ©0€3 OYaroB XpOHHYECKHMX WH(PEKIUNA U
HEMH()EKIMOHHBIX OCIIOKHEHUH, U 8 I/ ¥ BBIIIE MPU HAJTUYUH OCJIOKHEHUI OCHOBHOTO
3a0onieBaHusl, B OCOOEHHOCTH OponxoskTazoB. Tepamuss BBUI oOs3arenbHas,
MOKU3HEHHAs, €€ MPUOCTAHOBJIICHUE WJIM OTMEHA MOXET CIOCOOCTBOBATH PA3BUTHUIO Y
NalMEeHTOB ¢ TyMopainbHbiMu (Gopmamu [IM]] ocrnoxHeHMid, BILUIOTh 10 JIETAIbHOTO
UCXO0J1a.

5. [Namuentam ¢ XLA npoBOAUTH €XKETOJHBI MOHUTOPUHT (WJIM Yallle B Cilydyae
MOSIBJICHUST KAJI00 WM HACTOPAKUBAIOMIMX CUMITOMOB) opraHoB aeixanus (MCKT
OpraHOB I'PYJHOMN KIJIETKH) W KEJIyJOYHO-KHUIIEYHOI'O TPaKTa (JUHAMUKA Macchl Tena,
KOHTPOJIbHAS OILIEHKAa ONTUMAJIbHOCTH TpeTpaHCy3MOHHBIX KoHIeHTpauui 1gG,
OINpPENEICHUE YPOBHS KAJIBIPOTEKTUHA), Ul TOKIMHUYECKOr0, MAKCUMAJIbHO PAHHETO

BBIABJIICHUA 6pOHX03KTaSOB nu B3K, C ICJIbI0O ONITUMHNU3AINHN TCPAICBTUUCCKUX OHI_[I/II\/'I.
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6. [nst MHOrOCTOpOHHEW OIEHKH 3(PPEKTUBHOCTH U aJ€KBATHOCTU MPOBOIUMON
tepanun  nammentam ¢ [IMJ[ ¢ rymopanbHbIM  JgedeKTOM, HEO0OXOAMMO
OpUEHTHUPOBATHCS HE TOJBKO Ha YJIy4IICHHE KIMHUYECKUX U JIabopaTOPHBIX
mokaszaTesieif, a TakKe Ha HOPMAaJM3allMI0 OCHOBHBIX KPHUTEPHEB KauyecTBa KU3HU
pebeHKa, Takue Kak 3/I0pOBbe, OOIIEeHWe, OIIyIMIeHWe W  KOTHUTHUBHOE
(GYHKIIMOHUPOBAHME, OLEHKY KOTOPBIX MOXHO  PETYJISpHO  MPOBOJUTH IO

a/IalITHPOBAHHBIM BEPCUSM JCTCKUX OMPOCHUKOB (Hampumep, PedsQL 4.0).
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Cnmcok cokpameHui

AKH — abcoiroTHOE KOIUYECTBO HEUTPODHUIOB

BBUI" — BHYTpUBEHHBI UMMYHOTTIOOYJINH

B3K — BocnanurensHOe 3a00J1€BaHNE KUILIEYHHUKA

OBUH - o6mas BapuabenbHasi IMMYHHasi HEIOCTATOYHOCTh
OPBH - octpas peciupaTopHO-BUPYCHASI HHPEKIIHS

[N ]] — nepBUYHBIN UMMYHOAEHUIIUAT

[MTKUTI" — nokoxKHBIH UMMYHOTTIOOYJINH

[II1P — monuMepasHas LenHas peakiuus



43

P® — Poccuiickas @enepanus

TI'CK - TpaHCIVIaHTAIUs FrEMOIIO3TUYCCKUX CTBOJOBLIX KJIECTOK
KREC - kappa-deleting recombination excision circle

NGS — Next Generation Sequencing

TREC — T-cell receptor excision circle

XLA - X-linked agammaglobulinemia



