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e MaTtepuHCcKM Xumepnsm
e [lpeHaTanbHasa gnarHocTuka
e TpaHcnnaHTauusi remaTono3TUYECKNX CTBOSMOBbLIX KIETOK

e BHYTpPMBEHHLIN UMMYHOrNOOYMH

Cnucok coKkpameHuu

AA — ageHo3uHae3aMmnHasa

Al® — ageHosnHandocdaT

AJlT — anaHnMHamMmnHoTpaHcdepasa

AP — ayTOCOMHO-peLeCCUBHbIV TUM HaAcnegoBaHUS

ACT — acnapTtatammHoTpaHcdepasa

ATl — aHTUTUMOUMTAPHBIA FNOBYNUH

AX3 — aHemMunmn XpoHUYeCKMX 3aboneBaHum

BLDK — 6aumnna Kanbmetta—lepeHa

BBUIT — BHyTpUBEHHbIE UMMYHOTTOOYNUHBI

'KC — rntokokopTrkocTeponabl

-KC® — rpaHynounTapHbIi KOIOHMECTUMYNMPYOLWMIA bakTop
AHK — pe3okcnpuboHyknenHoBas KucrnoTa

KKT — xenyao4yHo-KuLweYHbIN TpakT

UM — nmmyHornobynumH

KNH — komMBunHnpoBaHHass MMMyHHasi HE4OCTAaTOYHOCTb

KM — KOCTHbI MO3r

KT — komnbtoTepHas Tomorpadgus

JINY — ne4vebHo-npodhmnakTudeckoe yupexgeHue

M3 — MuHMCTEPCTBO 30pPaBOOXPaHEHUS

MKB-10 — MexagyHapoaHas knaccudukaumst 6onesHen 10-ro nepecmoTpa
MPT —marHuTHO-pe3oHaHCcHasa Tomorpadus

MH® — nypuHHykneoauadgocdopunasa

MUP — nonumepasHas uenHas peakuma

PKW — paHgomMunanpoBaHHble KOHTPOSIMpYyEMble UCccneaoBaHus
PHK — pnboHyknenHoBas kucnota

PTIMX — peakuusa «TpaHcnnaHTaT NpoTMB XO3ANHa»

P® — Poccuinckaa ®epgepaunsa

cod — cuHgpom OuIxopoxu



CLWA — CoeguHeHHble LTaTbl AMepuku

TICK — TpaHcnnaHTaumst reMono3TUYECKMX CTBOSTOBLIX KITETOK
TKUH — Tskenas KombuHMpoBaHHas UMMyHHas HE4OCTAaTOYHOCTb
Y3W — ynbTpasBykoBOE UccrnegoBaHne

®HKL, AFON — depepanbHbI HAYYHO-KITMHUYECKUA LEHTP AETCKOW reMaTonoruu,
OHKOMOrMmM 1 UMMYHOSOIMNK

XC — X-cuenneHHbI TN HacnegoBaHUs

LIBK — ueHTpanbHbIn BEHO3HbIN KaTeTep

LUHC — ueHTpanbHas HepBHas cuctema

OKI" — anekTpokapauorpadpus

ADA — ageHo3nHage3amMmunHasa

CD — cluster of differentiation — knactep anddepeHLMpPOBKM

CPB — C-peakTtnBHbIN 6enok

eADA — sputpoumnTtapHaa ageHo3snHae3amMmmHasa

EBV- Epstein-Barre visrus- Bupyc dnwrternH-bapp

GPPs — good practice points

HLA — human leukocyte antigens — aHTUreHbl TMCTOCOBMECTUMOCTM YEeNOoBEK
IL — nHTepnenknH

IUIS — International Union of Immunological Societies -MexayHapoaHbln coto3
MMMYHORNOrMYecknx obLiecTs

JAK3 — Janus kunHasa-3

NGS — next generation sequencing - ceKBeHMpOBaHWsi HOBOIO MOKONEHMS
PNP — purine-nucleoside phosphorylase -nypuHHykneoaunadocdopunasa
SIGN 50 — Scottish Intercollegiate Guidelines Network

TAP — transporter associated protein

WHN — winged helix nude C

ZAP — zeta associated protein

TepMuHBI U onIpeaeIeHUs

BHyTpMBEHHbIEe UMMYHOINOOYNUHbI — Npenaparbl, cogepXallmne NPenMyLLeCTBEHHO
HOopManbHbIM YenoBeyecknin IgG. N3rotoensTCa U3 NynnMpoBaHHON Niasmbl TbiCAY
340pPOBbIX JJOHOPOB, C NPUMEHEHNEM CMneunanbHbIX METO40B OYUCTKN U
BUPYCUHAKTUBALWN.

NMonumepasHas yenHas peakuus — MeTo MONEKYNsipHOM BMonorMm, NO3BONSAOLLNIA
aMnnMmumpoBaTb (Pa3MHOXMUTb) onpeaenéHHbin ydactok JHK



CekBeHupoBaHue [JHK — onpegeneHne ee HykneoTnagHoM nocregoBatensHoOCTU. B
peaynbTaTte CEeKBEHNMPOBAHUA NOSy4aoT ONMCcCaHMe NEPBUYHON CTPYKTYPbl IMHENHON
NHK B Buae nocnenoBatefibHOCTU HYKIEOTUA0B B TEKCTOBOM BUAE.

TpaHcnnaHTauus remaTonoaTMYeCKUX CTBONMOBbIX KNEeTOK — METO/ fleYeHns
HEKOTOpPbIX HACNeACTBEHHbIX U MPUOBPETEHHBIX FreMaTONOrMYeCcKnX, OHKONOrMYECKMX U
MMMYHHbIX 3a60MeBaHuii, OCHOBAHHbI Ha 3aMeHe COGCTBEHHOrO, MaTONONMYeckoro
KPOBETBOPEHUSI 6ONMBHOIo Ha HopMarbHOe KPOBETBOpPEHUE AOHOpA.

AyTOCOMHO-peLecCMBHbIN TUM HacneaoBaHUA — HacnegoBaHWe MyTauMmn reHoB,
korga Ans NposiBreHns 6onesHn Mmytaumns reHa, nokanM3oBaHHOIO B ayTOCOMe, AOMKHa
6bITb YyHacnegoBaHa ot oboux poguTtenen. Mytauusa nposBnseTcs TOMbKO B
FOMO3UrOTHOM COCTOSIHUK, TO €CTb TOrAa, Koraa obe Konumu reHa, pacnorioXeHHble Ha
FOMOSOMMYHbIX ayTOCOMaXx, ABMNSATCA NOBPeXaEHHbIMU. Ecnv MmyTauma HaxoauTcs B
reTepo3nroTHOM COCTOSIHUM, U MyTaHTHOMY annesnto ConyTCTBYeT HOPMarbHbI
PYyHKUMOHanNbHbIN annenb, TO ayTOCOMHO-peLeccMBHas MyTaLmnsa He NPOSBSeTCH
(HoCcKUTEenbCTBO).

X-cuenneHHbIW TUN HacneaoBaHUA — HacnenoBaHNE MyTaUUn FeHOB,
pacnonoXeHHbIX Ha X xpomocome. [py 3ToOM nnLa >XeHCKOro nosa kak npaBusio
ABNAOTCS GECCUMMNTOMHBIMU HOCUTENAIMK, a 3aboneBaHNEM CTpadaoT NULLL fvua
MY>KCKOro norna.

TREC — konbueBble oparmeHTbl [JHK, obpasytowmeca npu pa3sutun T numdpoumToB B
TUMYyCe, B YaCTHOCTW, B npouecce popMmmpoBaHnsa T kneToyHoro peuentopa. Ux
KOHLEHTpaLna B KpOBU OTpaXKaeT a(pPeKTUBHOCTb TMMONO33a. cnonek3yeTca ona
CKPUHUHra T KNeToYHbIX UMMYHO4EULNTOB.

1. Kparkas undpopmauus

1.1 Onpenesenue

Tskenasa koMOGMHMpPOBaHHast UMMYHHas HegocTaTodHOCTb (TKMH) — reHeTnyeckn
00ycnoBneHHbI (NEPBUYHbLIN) UMMYHOAEMULMT, XapakTepUsyrLLMNCA NPaKTUYeCcKu
NOJSTHbIM OTCYTCTBMEM 3pesibiX T-NMMGOLNTOB NpU HanM4mMm unm otcytcTenm B- n HK-
NMMA@OUNTOB, YTO BEAET K PaHHUM, KpanHe TshXernbiM NH(PEKLMAM BUPYCHOWN,
BakTepmanbHOM 1 ONNOPTYHNUCTUYECKOW NPUPOAbI U, B OTCYTCTBME NAaTOreHeTUYECKON
Tepanun, CMepTn B NepBble ABa roga XusHu [1-3].

1.2 3THoJIOrUY ¥ MATOreHe3

TKWH BbI3BaHa MyTauusMu B pasfnnyHbIX reHax, OTBETCTBEHHbIX 3@ CO3peBaHne U
doyHKUMIO B NepByto odepeab T NMMAOLMUTOB, B HEKOTOPbLIX CIiyYasix - U Opyrnx
cybnonynauun numdgoumtoB. B HacTosiLee BpeMsa U3BECTHa reHeTnyeckasi npmpoaa
6onee 15 cpopm TKUH (Tabn.3) [1-4], yacTb 60NbHLIX UMEET A0 CUX MOP He
BepUMUUMpPOBaHHbIE reHeTnYeckne aedekTol. 3abonesaHne MoXeT HacneLoBaTbCs
Kak X-cLenneHHo (MpMMEPHO B YETBEPTU Cry4aeB), Tak U1 ayTOCOMHO-PELIECCUBHO.
Mpegnonaraemas YyactoTa TEX UMK UHbIX FTEHETUYECKUX 0edEKTOB, BblIYUCIIEHHAs Ha
OCHOBaHUW aHHbIX NnepuHaTansHoro ckpuHuHra TKNH B CLUA [4], npeacTtaBrneHa Ha
puc. 1.

PucyHok 1. HacTtoTa obHapyxeHus pasnuyHbix gedktos npu TKUH.



Kak nssectHo, T numdoumnTbl ABAAKTCS OCHOBHbIMU 3(OdEKTOPHBIMU U
perynsaTopHbIMU KreTkaMmn crneumngunieckoro uMmyHmuteTa. B nx otcytcteune ctpagatot
PYHKUMN NPOTUBOMUKPOBHOrO, NPOTUBOBMPYCHOrO MMMYHUTETA, HapyLlaeTcs
dopmupoBaHue ayToTonepaHTHOCTU. [laxe B criydyasix npucyTcTeus y 60nbHbIX B
nMmMadounToB, PYHKLMA cneumduyeckoro aHTMTenoobpasoBaHna Takke 3Ha4YMTENbHO
CTpajaerT, TakK Kak ansi ee ocyliecTsneHms Heobxogmmo B3anmoaencteme T n B
numdoumnTtos [3].

1.3 Dnuaemuoorus

YactoTa poxaeHus naumeHToB ¢ TKMH coctaBngeTt 1:58 000 HoBopoXAeHHbIX (1:46
000-1:80 000), cpean 6onbHbIX NpeobnagatoT nMua Myxckoro nona [4,5].

1.4 KoaupoBanue no MKb-10

Kom6uHunpoBaHHble ummyHogedunuuntbl (D81):
D81.0 - Tskenbln KOMOMHMPOBAHHBI UMMYHOAEMUUNT C PETUKYTSPHBIM OUCTEHE3OM;

D81.1 - Tskenbli KOMOUMHMPOBAHHBLIA UMMYHOLEMULNT C HAKUM coaepkaHmem T- n B-
KNeToK;

D81.2 - Tsxenbln KOMOMHUPOBAHHBLI UMMYHOAEMUUNT C HU3KUM MUY HOPMaribHbIM
cogepxaHmem B-kneTok;

D81.3 - lednunt ageHosnHage3ammHasbl;

D81.4 - CuHapom Hesenoda;

D81.5 - dedunumt nypuHHyKneosnggpochopunassi,

D81.6 - dedunumTt monekyn knacca | rmaBHOro Komnsiekca rmcToCoOBMECTUMOCTU;
D81.7 - deduunt monekyn knacca |l rmaBHoro komnnekca rmCTocCoOBMECTUMOCTU;
D81.8 - [Ipyrne koMOGUHMPOBAHHbLIE UMMYHOO4EULNTBI;

D81.9 - KoMB1HMpoBaHHbIN UMMYHOAEMULUT HEYTOYHEHHbIN.

1.5 Knaccudukarus

Mo gaHHbIM knaccudmkauum NMALOC 2015 r, ytBepxaeHHon MexayHapoaHbIM COH30M
nmmyHonorndeckmx obwects (IUIS), BoigenstoT 2 rpynnel TKAH, B 3aBucMMocTu ot
HanuMuusa unm otcytcTeusa B- numdouuTos: T-B- n T-B+ [6,7]. OTn aBe 6onblive rpynnbi
MOryT ObITb TaKke nogpasgerneHbl Ha NoArpynnbl B 3aBUCUMOCTU OT HanuMunsa nunm
otcytctBus NK knetok: T-B-NK+, T-B-NK-, T-B+NK+, T-B+NK- (Tabn.1).

KnnHnyeckasa KapTnHa 3aboneBaHus NpPakKTn4eCkn He 3aBUCUT OT reHeTu4yecKomn (*)OprI
TKUH.

KoMOnHnpoBaHHBI Tun Kinnnyeckue lgg Hupkyaupyrommue
i uMMyHoaepuIUT HacJeJ0BaHu 0C00EHHOCTH JUMGPOUHNTHI
A
T B N
K

T-B+ TKUH
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Ta6bnuua 1. Tun HacneaoBaHUA U UMMYHOJIOrMYE€CKUe HapyLUeHUs1 Npu
OCHOBHbIX (hopMax TsXKeriom KOMOUMHUPOBAHHON UMMYHHOU HE4OCTaTOYHOCTHU

2. luarsocruxka

CoanacHo KoHceHcycy Esponetickoeo obwecmea ummyHoleguyumos (ESID), ons
rnoomeepxxdeHusi duaszHo3za TKMH Heobxoduma KombuHauus rpusHakos [7]:

e 00HO U3 criedyrouwux: uHea3ugHble bakmepuarsibHble, 8UPYCHbIE, 2pUbKosbie urnu
onnopmyHucmuYeckue uUHgpekyuu; dnumersibHas duapesi ¢ omcmasaHUueM 8
gusuyeckom pasgumuu; cemelHbil aHamHe3 TKUH;

e 0ebrom cumnmomos Ha 1 200y XU3HU;

e UCK/oYeHUe BUY uHpekuyuu;

e 08a U3 criedyruwux Kpumepues: 3Ha4uUmeribHO CHUXEHHbIe\omcymecmeayrujue
CD3+ unu CD4+ unu CD8+ numgboyumsl; CHUXXEHHbIe HaugHble CD4+ u\unu
CD8+ numgbouyumesi; nosbiweHHsbie g/d T numgboyumal; 3Ha4yumersibHO
CHUXeHHas\omcymcemeytowiasi nposnughepayusi 8 omeem Ha MUMoO2eHbl Unu
cmumynsayuro TCR.

2.1 /Kaa00bI 1 aHAMHE3

Podumenu 6051bH020 KaK rpasusio rnpednbsensom xanobbl Ha rnoseusuwulics ¢ rnepebix
Mecsues XU3HU XUOKul cmysi, omcymcmeue rpubasku 8 eece, mpy0oHo noddarowjuecsi
JIeYeHUo nesieHoYHbItU depMamum u MOJIoYHUYUa 80 pmy. MlHo2da podumernu
coobuwarom 06 0OHOU USU HECKOJIbKUX MePeHECEeHHOU MSKesbIX UHGDEKUUSIX
(MHe8MOHuUS, cerncuc), HO HePeOKO repeas Xe pecrupamopHasi UHGEKUUS npomexkaem
HacmosibKO MsXesio, 4mo Hagooum Ha MbIC/lb 06 UMMYHOI02Uu4ecKoU
Hedocmamoy4Hocmu [1-3].

[Mpu cbope cemeliHo20 aHamHe3a Hado obpawambs 8HUMaHUe Ha criydau rnoemopHbIX
msiKenbix UuHgbekuuli u cmepmed demel 8 paHHEM 803pacme C KITUHUKOU
UHGbEKUUOHHbIX 3aboniesaHuli. CMepmu mMasib4uKO8 8 HECKOJIbKUX MOKOIEHUSIX 8 CEMbE
rnoseonsiem npednosiazamb X-cuenneHHbll xapakmep 3abosiesaHusl.



briuskopodcmeeHHbIU bpak y podumeriel ygesiudugaem 8eposimHOCMb aymoCOMHO-
peueccusHoUl namosioauu.

[pu onpoce podumened crnedyem ymoYyHUMb 0CO6eHHOCMU ¢hu3U4EeCKO20 pa3sumusi
pebeHka, npubasky 8 sece, CPOKU 803HUKHOBEHUS, Hacmomy U msiXecmb rposierieHUst
UHeKUUOHHbIX 3abonesaHul (Ouapeu, 2pubKo8bIX rnopaxkeHul KoxXu U Criu3ucmaix,
MHe8MOHUU U UHeKyul Opyaux fiokanu3ayuu). Takxe HeobxoOuMo y3Hasams,
rnpoeodunacs nu 8akyuHayusi bBLPK e poddome, ommeyanuce fiu USMEHEHUS 8 Mecme
gakuuHayuu BLPK u peacuoHapHbix numgboysnax yepes 3-4 mec rnocne sakyuHauyuu [8].

2.2 ®usukajabHOe 00C/IeJOBAHUE

lNMayueHmsl ¢ TKMH 0b6b14HO omcmarom 8 Macce € repebix Mecsues Xu3Hu. Y 605bHbIX
¢ TKNH Hepedko ommeyaromes «HemomuesuposaHHbie» cybghebpunumemal u
Jniuxopadka 6e3 18H020 Ha MOMeHM obpaweHuUs o4aza uHgekyuu. OOHaKo HepeOKo
bbisaem u obpamHasi cumyayus — omcymcmeue memrnepamypHoU peakyuu Ha
MsKesyro, 2eHepasnu308aHHYy0 UHEKUUIO.

BaxxHo obpamumpe 8HUMaHUe Ha Hanu4yue KaHOUOO3HO20 MOPaXXeHUs KOXU U
cnu3ucmeix, Hanu4yus Mayepayuu nepuaHasnbHou obnacmu (ecriedcmeue XpoHu4Yeckou
Ouapeu). B cniyyae npeduwecmesyrow,e2o rnepenusaHusi nayueHmam Heobiy4eHHou
apumpouyumapHoU Macchl Uu fpu NpUXUeneHuU MamepuHCKUX JTUMgouumos
(MamepuHCKUU Xumepu3am) 803MOXKXHa MSIMHUCMO-naryne3Hasl nouMopgHas Cbirlb,
ceudemenbcmeyow,as 0 Haau4duu peakyuu mpaHcrnaaHmam fnpomue Xo3suHa.
Heobxodumo ocmompems riegoe rnne4qyo 8 Mecme 8akyuHauuu BLXK Ons ucknoyeHus
JlokanbHo20 BL)Kuma u ocmarsbHble KOXHbIe MOKpo8bkl Ha rpedmem
UHUIbmMpamueHbIX nosiuMophHbIX 3rieMeHmos (2eHepanu3ogaHHbil BLXKum) [8].

B uenom dns 6onbHbix TKUH xapakmepHa aurnonna3usi nepughepudeckou
numMgboudHoU mkaHu, 0OHaKo 8 criydae bL{)Kuma moxem ommedambcsi MOOMbILUEYHAS
numghadeHornamus crieea.

lMHesemoHuu npu TKNH Hepedko umerom amuornoauro P.carinii. Kak usgecmHo, makue
MHEBMOHUU COMpo8oxdaromcs rpozpeccupyrouell ObixamesbHoU
HedocmamoYHOCMbIO C MaxurHo3, CHUXeHUeM camypauuu Kucriopodom, obunuem
Kpenumupyrowux Xpuros.

YeenuyeHue neyeHu ommedaemcs HepPeOKO KaK rposisrieHUe moKCU4eCKo20
eenamuma rnpu 0eghekmax nypuHo8o20 obmeHa, neyeHo4yHou ghopmbi PTIIX [9, 10].

2.3 JIabopaTopHasi AMArHOCTUKA
o PekomeHayeTcs obwmin aHanus kposu [10-12].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb [OCTOBEPHOCTU
AoKasaTenbcTB — 1)

KommeHTapuum: Y 6osbHbix ¢ TKMH Hepedko ommedaemcs nuMgorneHus, Moxem
ommeyambCsl aHeMUS1 XPOHUYECKO20 80CraneHusl.

o PexomeHpyeTtca onpeageneHne GMOXMMMYECKUX Nnokasatenen Kposn (MOYEBUHBI,
KpeaTuHuHa, opakumm bunupybuHa, acnaptataMmmHoTpaHcdepasbl,
anaHvHaMuMHoTpaHcdepasbl, NakTataernaporeHassbl, WwenovHon gocgarasbl), a
Takke napyunanbHoro gaesnexus kucnopoga (p0O2) [10-12].



YpoBeHb yoeantenbHOCTU pekoMeHaauun A (ypoBeHb [ OCTOBEPHOCTU
AoKa3aTenbcTB — 1)

KomeHTapum: Ornpedesissromcs 051 OUEHKU ropa)KeHuUsi op2aHos.
o PekomeHayeTcs nccnegoBaHme ypoBHA MMMYHOrNo6ynnMHOB CbiBOPOTKM [10-12].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
[oKasaTenbCcTB — 2)

KomeHTapuum: B 6onbwuHecmese criyqdaes y 60rbHbix ¢ TKUH ¢ nepebix mecsues XusHu
gbisierisemcs auriocammaznobynuHemusi. OOHaKo, y4umbleasi HU3KUE 803pacmHbIe
HopMbI y demel nep8o2o 200a XU3HU, OUEHKa YpO8HS UMMYHO02/106yr1uHO8 HepeOKO
sen1siemcs MmariouHgopmamueHoUl 8 nocmaHoske duazHosza TKUH. He cmoum
3abbigamb makxe, 4mo 8bICOKUe ypo8HU IgG 8 rnepabie MecsiUbl XU3HU 0By Cri08/1eHbI
nepcucmeHyuel MamepuHCKo20 UMMYHO2100ynuHa, rnosy4eHHo20
mpaHcnnaueHmapHo, U Mo2ym umems mecmo y mnadeHues ¢ TKUH. Jaxe nipu
HopMaribHoU KOHUeHmpauyuu ummyHozanobynuHos npu TKUH ux cneyugpuyHocmpb
3Ha4YumersibHO cmpadaem, 4Ymo MOXHO orpedesiumsb Mo HU3KOMY mumpy
rnocmeakyuHasibHbIX aHmumersi 8 criydae 8akyuHayuu pebeHka.

o PekomeHayeTcs doeHOTMNMPOBaHME cybnonoynaunn numdgoumtos [10-12].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbcTB — 1)

KommeHTapum: lpu nposedeHuu gheHomunupoeaHus 3Ha4yumeribHoe CHUXxeHue T
numghoyumos scmpedaemcs rpu ecex popmax TKUH, oOHako yucio B- numghoyumos
u HK-knemok 3agucum om eeHemu4eckoz2o deghekma, nexxau,e2o 8 ocHoee TKUH.

Takxxe HopmarsbHoe unu 65iu3koe K HompasabHOMYy Yucrio T numgoyumos ommeydemcsi
rpu MamepuHCKOM Xumepu3sme. 3mu TuMmgboyumsi UMerom heHomur Kremok
namsmu CD3+CD4+CD45R0O+.

Lns ecex eapuaHmoes TKWH xapakmepHo 3Ha4yumesisHoe CHUXeHue
nposiughepamugHoU akmugHocmu JIUMoyuUMmos.

o PekomeHayeTtcs nccnegosanme TREC (T cell excision circles) [10-12].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbCcTB — 2)

KommeHTapuu: TREC saensomces kpumepuem aghgpekmusHocmu rnpodykyuu T
numghoyumos 8 mumyce. KoHueHmpauyusi TREC 3Ha4umernibHO CHUXKEHa rpu 8cex
gudax TKMH He3asucumo om eeHemu4yeckoz20 deghekma.

« PekomeHnayeTca monekynspHo-reHeTu4eckoe nccrefoBaHme CooTBETCTBYOLLMX
reHos [10-12].

YpoBeHb yoeauTenbHOCTU pekomMeHaauun B (ypoBeHb 4OCTOBEPHOCTH
JoKasaTenbCcTB — 2)

KommeHTapuun: KnuHuko-nabopamopHasi KapmuHa Kak ripasusio bbisaem
docmamoyHa 0511 nodmeepxoeHusi OuazHo3a TKUH. B ces3u ¢ HE06x00uMOCMbHO
HemeOneHHoU mpaHcniaHmauuu cmeososbix knemok npu TKWH, ceHemuyeckoe



rnoomeepxxdeHue QuacHo3a He mpebyemcsi 05151 ee rnposedeHusi, 00HaKo Heobxodumo
Or151 ceMeliH020 KOHCYIbmupogaHusi. BbisigrieHue mymauut rpu4yuHHbIX 2eH08
rposooumcsi ¢ MOMOWbo MosuMepasHoU UernHou peakuuu u rnocredyrueao
CEeKB8EHUPOBaHUS MOJTyHEHHbIX MPOOYKMO8 usu C npuMeHeHuem mMemooos8
cekseHuposaHusi Hogozo rokoneHus (NGS), ¢ nocnedyrowum noomeepxoeHue
degpekma memodom [NLP. Obbi4HO HavyuHatom ¢ uccriedosaHus eeHa IL2RG y nuy
MY>KCKO20 rosia, rnpu HopmMmaribHoU e20 rocriedoeamesibHoCmu U\USIU XX€HCKOM r1osie
rnayueHma - 8cex ocmarsibHbIX 26HO8 8 3agUCUMOCmMuU om UuMMyHogpeHomurna 6051bHO20
u yacmomal ecmpedyaemocmu deghekma (803MOXHO rpumeHeHue rnaHesiet NGS).

B cnyyasix Hanu4yus nodospumeribHbIX CUMIMOMO8 Heobx00UMO UCKroYame 0erneyuro
KOpomkoz2o rreda 22 xpoMocoMbl (cuHOpom Lulhxopdxu) memodom FISH.

° PeKOMeHﬂ,yI'OTCFl MVIKpO6I/IOJ'IOFI/I‘-IeCKVIe N BUpYycCoJiorm4eckmne ncerieqoBsaHund [10-
12].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
[oKa3aTernbCTB 2)

KommeHTapuum: Ceporniocuyeckue uccriedosaHusi y 60sbHbIx ¢ TKUH He
UHGOpMamueHbl U He QOIIKHbI NMPUMEHSIMbCS. Bupyconoaudeckut cmamyc 6051bHO20
xapakmepu3syemcs KosiudecmeeHHbIM (MpedrnoYymumeribHO) Uu Ka4eCcmeeHHbIM
onpederneHuem supyco8 memooOoM nosumepasHoul uernHou peakuyuu (MNLP) e kposu,
Karne, nukeope, 6pOHX0-asbeeosispPHOM flagaxe, buonculiHoM Mamepuarie.
Heobxodumo noMHUMb, 4mMo omcymcmeue 8upeMuU He s8rsiemcsi ceudemesibCmeom
HeaamugHO20 8UPYCOI02U4ecKo20 cmamyca, Heobxodumo uccredosaHue
coomeemcmeayruwux cped fpu nopaxeHUu mex usu UHbIX opa2aHos8 (8rinomes 00
npoeedeHus us buorcuu). lNocesbl buomamepuarna (Ha ¢hriopy u epubsl) ¢
onpederieHUeM aHmMUbUOMUKOYy8cmaumesibHOCMuU CO CIU3UCMbIX, U3 04a208
UHbeKyuu (8KmtoYasi noces Kposu U MoYU rpu coomeemcmeyrouwjelti cuMnmomamuke),
a makxxe roceebl Kasa, 6poHX0aslb8eOIAPHO20 lagaxa, fukeopa u buorncuUOHHO20
Mamepuana Heobxo0umMmo npoe8odums eceada rnpu Haau4yuu UHGEKUUOHHbIX 04a208.

o PekomeHnayetcs HLA-TunmpoBaHme [10-12]

YpoBeHb yoeauTenbHOCTU pekoMeHaauun A (ypoBeHb AOCTOBEPHOCTU
AoKasaTtenbcTB 1)

KommeHTapuu: Tak kak ckopeliwee rposedeHue mpaHcrniaHmayusi
eemamornoamu4eckux cmeosiosbix knemok (TI'CK) npu TKUH sensemcs
€0UHCMEBEHHbIM yCIri08UEM COXPaHeHUs XU3HU amum 6orbHbIM, HLA-munuposaHue ¢
cubnuHaamu, poOumensamu (npu omcymceuu cubsiuHa08), unu muruposaHue Ors
roucka HepoOcmeeHH020 O0HOPa O0/IMKHO MPOBOOUMbLCS cpa3sy NMocre NocmaHo8KU
OuaecHo3a TKUH.

2.4 UHCTpyMeHTAIbLHASI IMATHOCTHKA

KomnbromepHas momozpaghusi neakux HeobxoOuma Oris OUEHKU MopPaxkeHUs 3mozao
op2aHa. lHmepcmuuyuarbHble rMopaxxeHus reakux, xapakmepHoie 0ns TKUH, He
Mo2ym bbimb 8 MoSIHOU Mepe OUEeHEHbI C MOMOWbI0 peHmaeHo2paghuu fneaKux,
rnoamomy KT neekux O0/mKHO rnpo8odumscs 0axke npu HOpMasibHOU peHmaeHoepamMmme.



Bcem 60rbHbIM r1o0Kka3aHo ripogedeHue yrbmpa3sgykog8oao uccriedogaHue bprowHou
rnosocmu u 3abproWUHHO20 pocmpaHcmea 0151 OUEHKU 808/1€HEHHOCMU 8HYMPEHHUX
opa2aHos.

,ﬂpyaue UHCMpymeHmarsbHble uccriedogaHusi I'I,OOSOOFIITICFI ripu Harnu4duu
coomeemcecmeyrwux KIuHU4YeCKux rokasaHud.

2.5 Unasi ;MarHocTuka

B c853u ¢ YacmbiM 8UPYCHbIM ropaxxeHuem ana3s y 6osbHbix ¢ TKMH Heobxooum
ocmomp oghbmarbMorio2a, 8 moMm yucrie U 8 weneeol namne. [pu nopaxeHuu fneakux
rnposodumcsi 6pOHX0-anb8eosISAPHbIU n1asax, rnpu nopaxeHuu LJHC — nrombarnbHas
MyHKYUsI, ¢ rnocnedyowum MUKpobuono2u4yecku U eupycornoaudeckum uccriedogaHuem
cpeo.

LuppepeHyuanbHbil duazHO3 criedyem 8 repeayto o4epedb nposooums C:
? nposieneHusmu BUY-uHgekyuu;

? Opyaumu (cuHOpPOMasibHbIMU) KOMBUHUPOBaHHLIM UMMYyHOOeguyumamu, 8 nepsyro
oyepeldb cuHopomom Lulhxopdxu [3] (Onss Komopo2o xapakmepHO coyemaHue pa3Houl
CmereHu 8bipaxxeHHOCMU CUMIMMOMO8. 0COBeHHOCMU CMPOEeHUSs JTUUEB020 CKerlema,
Mopghbosio2uU yUWHbIX PaKo8UH, pacuyenseHue meepdo2o U Ms2Koao Heba,
aurokanbuemus gcriedcmeue 2unompoghuu napawumogudOHbIX Xese3, KOHO-
mpyHKarsbHble MopoKuU cepdys, dpyaue MoPOKU pa3gumusi, omcmagaHue 8 yMCmMeHHOM
passumu);

? cenmuyeckum COCMOSIHUEM, MPU KOMOPOM HEPEOKO ommeYaemcsi mpaH3umopHasi
arnybokasi nuM@OorneHus;

? Oeghekmamu nnumgbamuyeckux cocydos, 8 rnepsyro o4epedsb uMgbaHauIKm3uu
KUWeYHuKa, rnpu Komopbix HepedKo ommemaemcsi 1UMGONEHUS,
aunozammaenobynuHemusi u eunoasibbyMuHeMus.

3. JleueHnue

3.1 KoHcepBaTuBHOE jJIe4eHHUE

Llenb neyeHusi: cmabunu3ayusi cCocmosiHUsl u npedomepaujeHue Ho8bIX
UHQEKUUOHHbIX 3r1u30008 Ha nepuod nodzomosku kK TICK.

o Cpasy nocne nocraHoBku guarHosa TKWH pekomeHgyeTcs HaxoxaeHne
pebeHka B rHOTOBMONOrMYECKMX ycrnoBusax (CTepunbHbin 60okc) [11-13].

YpoBeHb yoeauTenbHOCTU pekomMeHaauun B (ypoBeHb 4OCTOBEPHOCTHU
JoKasaTenbCcTB — 2)

KommeHTapuu: TKWH gensromcs HeOmioxHbIM COCmosiHUeM 8 neduampuul.

e He pekomeHOOBaHO coxpaHeHWe rpyaHOro BCKapMinMBaHUA B CBA3U C PUCKOM
NHUUMPOBaHUSA, B NnepByto ovepenb LIMB, a Takke B CBA3KU C yCUneHnem
AnapenHoro cuHapoma npu UCnonb3o0BaHUN NTAaKTO30-CoAepKaLlmx NpoayKTOB.
PekomeHOoBaHO UCKYCCTBEHHOE BCKapMinBaHWe, OCHOBaHHOE Ha
rmaponun3aTHbIX cMecax, 6€3MONOYHbIX Kallax U Apyrmx NpogykTax no Bo3pacTy,
npoLweawnx TwaTenbHy TepMmudeckyto obpaboTky [11-13].



YpoBeHb yoeantenbHOCTU pekomMeHaauun B (ypoBeHb fOCTOBEPHOCTU
AOoKa3aTesnbCTB — 2)

e B oTcyTCTBUM MHAEKLMOHHBIX O4aroB peKOMeHAYeTCs NMOCTOAHHANA
npodumnakTnyeckas NnpoTMBOMUKPOBHas Tepanusa npenapaTomM LLIMPOKOro
cnekTpa, NpoTMBorpnbkoBas — cprnykoHa3onom (nNpu nosy4yeHnn BbiICEBOB — MO
YYBTCTBMETNBHOCTK), NPOdUNaKTMKa NHEBMOLIMCTHOM NHMPEKLNN KO-
TpUMOKca3onom (NpodunaktTnyeckasa gosa 5 mr/kr, Tepanestuyeckast 20 Mr/kr no
KO-TPMMOKCa3051y BHYTPMBEHHO), Npodunaktuka LIMB-nHpekumnn
raHyuknosupom [11-13].

ypOBeHb y6e,D,VITeJ'IbHOCTI/I peKOMeHﬂ,aLlMVI B (ypOBeHb OOCTOBEPHOCTN AOKa3aTeslbCTB
— 2)

KommeHTapuum: Tak kak 8 Poccuu eakyuHauusi LXK nposodumcs e rnepesie OHU
XKU3HU, mo demu ¢ TKWH e 6onbwuHcmee criydaeg oKa3blearmcesi
UHUUUpOoB8aHHbIMU, U y HUX pa3eusaromcs BLPK-umbi paznuyHol msxxecmu (om
JloKarnbHoU 00 eeHepariuzoeaHHoU uHgpekyuu). BLPK-uHpekyus mpebyem Ha3Ha4dyeHuUsi
onumersibHOU UHMEHCUBHOU meparnuu He MeHee, 4em 3
npomusomukobakmepuasibHbIMU ripenapamamu. B criyyae npucoeOuHeHUs uHpekyul
rpoeooumcsi UHMeHcUBHasi pomueoMUKpPObHasi, npomueosupycHas u
rnpomuesoepubkosasi mepariusi no 4yecmeumersibHOCmu.

e [lpn Hanuummn cumntomoB PTTX n\unm MMMyHHOro nopaxeHusi OpraHoB
pekoMeHayeTCcs UMMYHOCYNpecuBHas Tepanms rmioKOKOPTUKOCTEPOUOHBIMMU,
APYrMMN UMMYHOCYNPECCUBHBIMW NpenapaTaMmv — uHamesuayansHo [11-13].

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun B (ypoBeHb JOCTOBEPHOCTU
[oKasaTenbCTB — 2)

o [lpn HeobxooMMOCTUN NpoBeAEHMS NepPeNUBaHNIA KOMMOHEHTOB KPOBM
(3puTpoumnTapHasa macca, TPOMOOKOHLIEHTPAT) PEKOMEHAYTCS UCMNOSNb30BaTh
TONbKO 06sTy4eHHble U OTUNBLTPOBaHHbIE NpenapaTbl. B cnyyae nepenveaHng
Heobny4YeHHbIX 3PUTPOLUTOB U TPOMBOLMTOB pa3BMBaeTCH
noctTpaHcdyamoHHas PTMX [11-13].

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun B (ypoBeHb JOCTOBEPHOCTU
[oKasaTenbCTB — 2)

e B cBA3K ¢ MaccuBHbBIM MMMYHHbBIM NOPaXXeHNEM OpPraHoB,
pekoMeHOoBaHa MMMYHOCYMNpPEeCCMBHasA Tepanus B BUae
rntokokopTukoctepongos (FKC) 1-1.5 r/kr maccel Tena go momeHta TICK. Mpwn
HenonHoOM addeKTe N/Mnn pasBUTUK 3HAYMMbIX MOBOYHbIX 3PGEKTOB OT
Tepanun NKC pekomeHaoBaHa Tepanust aHTU-TUMOUUTaPHbLIM
nMMyHornoyonmHom B gose 10 mr/kr 3 aHs [11-13].

YpoBeHb yoeauTenbHOCTU pekoMeHaauun B (ypoBeHb AOCTOBEPHOCTU
AoKasaTenbCTB — 2)

e PekomeHayeTcs npodunakTnyeckoe rie4eHne ¢ NoMOLLbI BHYTPUBEHHOIO
nepenueaHns UMMyHornoodynuHos (BBUIM) ¢ MoMmeHTa NocTaHOBKM AuarHo3a ao
BOCCTaHOBNEHNA nmmMmyHHoM doyHKummn nocne TICK, Tak kak y Bcex 6onbHbix CO,



He3aBMCMMO OT YPOBHSA MMMYHOIMOOYNMHOB CbIBOPOTKK, HabnogaeTca
HapyLleHue npoaykumm aHtuten [14].

YpoBeHb yoeauTenbHOCTU pekomMeHaauun A (ypoBeHb 4OCTOBEPHOCTHU
AOoKa3aTenbcTB — 1)

KommeHTapuum: Y 6osbHbix CO nedyeHue rnposooumcs exxeHedesibHO 8 0o3e 400-600
ma/Ke. [ns nedyeHuss msxkenbix uHgbekyut npumeHsemcst BBUI e 0ose 1 a/ke, npu
NeyeHuu cenmuyecKkux cocmosiHuti — BBUI', obozaweHHsbIt IgM ( UmmyHo2r106ynuH
yeriogeka HopmarsbHbll [IgG + IgM + IgA] ) 8 0o3e 3 mri/ke 8 cymku 2-5 egedeHul.

3.2 TpaHCIIaHTausg reMaTOMOATUYECKUX CTBOJIOBBIX KJIETOK

Llenb nedeHus: cnaceHue Xu3Hu nayueHma.
o Bcem 6onbHbiM TKH pekomenaoBaHa TI'CK [14,15]

YpoBeHb yoeauTenbHOCTU peKkoMeHaauun A (ypoBeHb [OCTOBEPHOCTU
hoKasaTenbcTB — 1)

KommeHnTapum: Eciu TKUH duacHocmuposaHa 8 medeHue rnepeoz2o mecsiua

XKU3HU, 00 HacmynneHuUs UHQbeKUUOHHbIX OCIIOXHEHUU, alekeamHasi meparnus u
nposedeHue arnno2eHHou HLA udeHmu4Houl unu 2annoudeHmu4yHou
mpaHcnnaHmayuu cmeosiosbix kremok (TI'CK) obecrniequsaem ebixkusaHue 6onee 90%
nayueHmos Hezasucumo om ¢hopMbl UMMyHoOeuyuma. B criydae boree no3oHeu
OuacHOCMUKU pa3susaromcsi msikerble UHGheKyuu, rninoxo noddarouwuecss mepanuu, u
8bhKugaeMocmb rnayueHmos pesko nadaem — 0o 40-50%. B nobom criyyae,
npoeedeHue TI CK sensgemcsi eOUHCMBHHbLIM KypamugHbIM MemoOOM fie4eHUs y
6onbHbIx ¢ TKUH, 6e3 nposedeHusi T CK cmepmHocmb cocmasrnisiem 100% e nepebie
12-18 mec xu3Hu[12-13].

lMposodumcsi om poOcmeeHHO20 CO8MECMUMO20, HEPOOCMBEHHO20 COBMECMUMO20
unu earnoudeHmu4yHo2o doHopa no MemoouKaM, UCMOb3yeMbl 8 KOHKPEMHOM
ueHmpe. B 3asucumocmu om UHGheKUUOHHO20 cmamyca U pa3euslWUXCs OCITIOXHeHUU
onpedenisemcs Hanu4ue U UHMeHCUBHOCMb KOHOUUUOHUposaHus. Mpu

omcymcemeuu coeMecmumMo20 poOCMe8eHHO20 OOHOpa pe3yibmama|
earnnompaHcrniaHmauyuu cpagHuUMbI C pe3yribmamamu HepoOcmeeHHoU
mpaHcnnaHmauyuu om rnosIHOCMb cO8MeECMUMO20 OOHOpPa, 0OHaKO nposedeHue
earnnompaHcniaHmauyuu 803MOXHO 8 Kpamuyaliluue CpoKU, Mo3momy npu
HecmaburibHOM cocmosiHUU 60rIbHO20 mpaHcnnaHmauyusi om pooumeriel s18515emcsi
npednoymumernsHou [13].

3.3 Xupyprudeckoe jJe4eHue

npOBOD,I/ITCFI Nno nokasaHusiM, B 3aBUCUMOCTU OT OCINOXHEHUN.

3.4 I'ennas Tepanus

B HacTosLee BpemMs MOYT akKTUBHbIE KIMHUYECKME UCCReaoBaHUs, KOTopble JaayT
BO3MOXHOCTb PYTMHHOIO NMPUMEHEHUSI TeHHOW Tepanun npu HekoTopbix dpopmax TKNH
[17,18].

4. PeaOuauranus



C MomeHma nocmaHo8Ku duazHo3a u 00 Hayasia 80ccmaHo8s1eHUs1 UMMYHHOU
yHkyuu rnocnie TI'CK 6ornbHoU OormkeH Haxo0umbCsi 8 cmauyuoHape,
crieyuanusupyrowemcsi Ha eedeHuu 6orsbHbIx ¢ TKUH.

S. llpoduiiakTKa U JTUCIIAHCEPHOE HADJIKIeHHUE

lpogpunakmuyeckue Mepbl 8KIOHaOM MeOUKO-2EHEMUYECKOE KOHCYIbMmUpOo8aHUe
cemell U npeHamarbHyr0 duagHOCMUKY, Komopasi rnpoeooumcsi ¢ NoMoW,bHo
MOIIEKYSPHO-2eHEMUYECKO20 uccriedosaHusi buornmama XOpuoHa C 8bIS8rIeHUEM
Mymauuu coomeemcmeytouje2o eeHa, Ymo ro3eossem ripedomepamumb pPoxXOeHuUe
Opyaux 6osibHbIX ¢ 0aHHbIM 3aboriegaHuem 8 cembsix TKUH.

Heobxoduma npeHamarnbHass duazHocmuka rnpu ecex rnocriedyrouwux bepemMeHHocmsx
mMamepu 8 daHHOM bpake u 8 Opyaux bpakax rpu X-cuernrieHHoM mure Hacsie008aHUs.
[pu X-cuenneHHoM mune HacrnedogaHusi HE06X00UMO mecmuposaHue Ha
Hocumersnbcmeo Mymauuu cecmep b0sibHO20, 8cex cecmep Mamepu 0emopoGHO20
go3pacma, o rokKasaHusiMm — Opyaux podcmeeHHUKO8 XXeHCKO20 r1ora.

lNpeHamarnbHas duacHocmuka riokasaHa mosibKo 8 651u3kopoocmeeHHoM bpake. B
Opyeux criydasix puck 3aboneesaHusi y demeu 6o5bHo20 cocmasrisiem meHee 0,1%. Bee
demu 60s1bHO20 rpuU aymoCOMHO-PEeYECCUBHOM mure HacredogaHus u ece doyepu
60s1bHO20 npu X-cuenneHHoM mure HacredosaHus S8MIsIoMcss Hocumesnsmu
MymamHo20 2eHa, UM He0bxo00UMO cemMeliHOe KOHCYIbmupogaHue.

6. lonosinuTeIbHAsE MHGOpMALMS, BJUAIOIIASA HA TeYEeHHUE U
HCXO0/1 3200/ 1eBaAHUA

lpu ycnewHot TICK npoeHO3 kadecmeaa u rpodormkumesisHOCMU XU3HU 8 UesloM
6razonpusimHbIl, OH 80 MHO20M Orpedesiaemcs msiXxecmbo CghopMUPOBABLUUXCS K
MOMEHMY mpaHcriaHmayuu XpOHUYECKUX 04a208 UH(beKUUU U ropakeHusi op2aHos.
CpedHsisi npodormkumernbHOoCmb Xu3Hu 6osibHbix TKUH 6e3 nposedeHust TICK 8
Hacmoswul MoMeHm cocmaersgem 7 Mecsues.

Kpurepuu oieHKHA KayecTBa MEAUIUHCKOU MOMOIIH

Kpurepuii kauecrBa 3HaueHnmne

BoinonHeHa olieHka He0OOXOIMMOCTH B YPI€HTHBIX METULIMTHCKUX MEPOTIPUSATHSX \u
(MCKyCCTBEHHAs! BEHTHIIALIUS JIETKHX ) Halwer
BolinonHeHb! KIMHUYECKUI aHaTu3 KPOBHU , OMOXMMHYECKHI aHaIu3 KPOBH,
KJIMHUYECKHI aHAJIM3 MOYH, Koaryjaorpamma, ornpeaeiaeHne HHPpHUIUPOBAaHHOCTH
B, Bupycamu renatuta B u C, KT, Y3U 6prouinoii monoctu, peHTreHorpadus
IPYAHOM KIIETKH

a\uer

BoinonHeHo onpeneneHre UMMYHOTTIOOYJIMHOB CHIBOPOTKU KPOBH,
cneun(uYecKux MOCTBAKIIMHAIBHBIX aHTUTEI, (PEHOTHIIHPOBAaHUE TUM(OIUTOB Ha\uer
KpOBHU

BhInonHeHo BUPYCOIOrHMUYECKOE UCCIIEI0BaHNE AJIs UCKIIFOUEHHSI BUPYCHOTO Ja\uer



MOPaKEHUsI OPTaHoB ¢ nomoIpio Meroaa [P (c yaerom nmmyHoaeduiura u
HEHMH()OPMATUBHOCTH CEPOJIOTUIECKUX METO/I0B 00cie10BaHus)?

BrimmonaeHo MOJICKYJIAPHO-TCHETUYCCKOC MCCICIO0BAHUE ITIOTCHINAJIBHO

Ha\uer
MOPAKCHHBIX T'CHOB
[IpoBenena 3aMecTUTENIbHAS TEpaIUs IpernapaTaMyu BHYTPUBEHHBIX Ja\er
UMMYHOIJIOOYJIMHOB, HE 3aBUCHMO OT YPOBHS KIMMYHOII00yimHa G
[TarueHT ¥ ero ceMbsi TPOUH(POPMHUPOBAHBI O HEOOXOJMMOCTH TIPOBEACHHS Ta\er
TPaHCIIAHTALIUU CTBOJIOBBIX KIETOK Ul M3JIeUeHHs 3a00JI€BaHUs
[IpoBeneHO ceMENHOE FEHETHYECKOE KOHCYIbTHPOBAHKE HAEHTa JHa\uer
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Hpuaoxenune Al. CocraB padoyeil rpynmbl

BanawoB Amutpun HukonaeBu4 — JOKTOP MEOULMHCKNX HAYK, YNeH
HaumoHanbHoro obuecTea a3kcnepToB B 0651aCT NEPBUYHBIX UMMYHOAEMULMTOB, YNeH
HaumoHanbHoro obuiecTsa AeTCKMX reMaTosIoroB 1 OHKOMOroB, YneH EBponenckoro
obwecTBa UMMyHOOEULNTOB

PymsiHueB AnekcaHgp NpuropbeBuY - JOKTOP MEAULMHCKMX HayK, npodeccop,
akagemunk PAMH, npe3ngeHT HaumoHanbHoro obuectsa akcnepToB B o6nactu
nepBUYHbIX UMMYHOAEMUUMTOB, YnieH HaumoaHanbHoro oduiectesa eTCKUX
remMaTosiIoroB 1 OHKOII0Oros, YneH EBponenckoro obLiectsa remaTonoros

Lep6uHa AHHa FOpbeBHa — AOKTOP MEANLMHCKUX HayK, UCNOSTHUTENbHbIA ANPEKTOP
HaunoHanbHoro obLiecTsa akcnepToB B 06n1acTn NepBUYHbBIX UMMYHOAEMULNTOB, YSieH
HaumoHanbHoro obuiecTsa AeTCKMX reMaTosIoroB 1 OHKOMOroB, YneH EBponenckoro
obwecTtBa UMMyHOOEULNTOB



KoHdnukT nHtepecos: LllepbuHa A.1O. B TeyeHne nocnegHux 5 net ocylwiecTensana
NEKTOPCKY0 AeAaTenbHOCTb Npu nogaepxke komnaHnin CSL Behring, Kedrion, Biotest,
P®apwm, asnsawowmeca narotoButensaMmm\oucTpubbioTopammn npenapaTtoB BHYTPUBEHHbIX
MMMYHOINoBYyn1MHOB.

Ipunoxkenue A2. MeToao10rusi pa3spadoTKu KIMHUYECKUX
pPeKOMEeH AU

LleneBas ayautopusa AaHHbIX KNMUHUYECKUX PEKOMEHOaUNN:
1. NemaTtonorn 14.01.21;
2. VimmyHonorn 14.03.09;
3. lNeguatpbl 14.01.08;
4. Bpaun obwen npaktmkmn 31.08.54.

Ta6nuua N1 — YpoBHU 4OCTOBEPHOCTM AOKa3aTENbLCTB

YpoBensb
HCTOYHHMK N10Ka3aTeJLCTB

A0CTOBEPHOCTH
HpOCHeKTI/IBHI)IG paHZIOMI/I?;I/IpOBaHHI)Ie KOHTpOJII/IpyeMBIe HUCCICOOBAHUS
JlocTaTouHOE KOJIMYECTBO MCCIECIOBAaHMM ¢ JOCTATOYHON MOIIHOCTBIO, C
yT-IaCTI/IeM 6OJII>IHOFO KOJIMYECCTBA ITAIITMUCHTOB U HOJIy‘IeHI/ICM 60HLIHOFO

I (1) KOJIMYECTBA JAHHBIX

Kpynzble MeTa-aHanusel

Kak MUHMMYM OJJTHO XOpOILIO OPraHU30BaHHOE PaH/I0MU3UPOBAHHOE
KOHTPOJIMPYEMOE HCCIEA0BAHNE

PenpesenTaTrBHas BBIOOpKa NA[UEHTOB

[IpocriekTHBHBIE C paHIOMU3ANUEH WIH O€3 UCCIICIOBAHHUS C

OTPaHUYEHHBIM KOJMYECTBOM JIaHHBIX

Heckoabko nccienoBadnii ¢ HeOOIBIINM KOJIHYECTBOM MAI[EHTOB
11 (2) XOopo1I0 OPraHu30BaHHOE MPOCIEKTUBHOE UCCIIEIOBAHNE KOTOPTHI

Mera-aHanu3bl OrpaHUYEHbI, HO POBEJEHBI HA XOPOIIEM YPOBHE

Pe3ynbTarhl He Ipe3eHTATHUBHBI B OTHOIICHUHU 1€I€BOM MOMYIISALINUN

X0poII0 OPraHU30BAHHBIC HCCIICTIOBAHUS «CIydai-KOHTPOJIb)

HepangomMusupoBaHHbIE KOHTPOJIUPYEMbIE UCCIICIOBAHUS
HccnemoBanust ¢ HETOCTATOYHBIM KOHTPOJIEM
PanjoMu3upoBaHHbIC KIMHUYECKUE UCCIICIOBAHUS ¢ KaK MUHUMYM |
3HAYUTEIBHOMN WM KaK MUHUMYM 3 HE3HAYUTEIbHBIMU

11 (3) METOJI0JIOTHYECKUMHU OITNOKAMHU
PeTtpocniekTrBHBIE WM HAOIIOIATEIbHBIE UCCIICTIOBAHUS
Cepust KITMHUYECKUX HAOJFOICHUIM
[TpoTrBOpeUYHBLIE TaHHBIE, HE TTO3BOJISIONINE CHOPMUPOBATH
OKOHYATEJIbHYIO PEKOMEHIAIINIO

MHuenue 3KCHCpTa/I[aHHBIC H3 OTUYCTAa 3KCH€pTHOfI KOMHUCCHH,

v (4
4) 9KCIIEPUMEHTAIILHO MOATBEPK/ICHHBIE U TEOPETHUECKH 0O0CHOBAHHbIE

Ta6bnuua N2 — YposHU y6eanTensHOCTU pekoMeHaaLmm



YpoBeHb
y0eauTeabHOCTH

Onucanmne

Pexomennamnms ocHOBaHa Ha BEICOKOM
YPOBHE JIOKa3aTeJIbHOCTHU (KaK
MHUHUMYM | yOenurenbHast
ny6nukanus [ ypoBHs
J0Ka3aTeIbHOCTH, TOKA3bIBAIOMIAsI
3HAYUTEIHHOE MTPEBOCXO/ICTBO
MOJIb3BI HAJl PUCKOM)

PexoMeHnanys 0OCHOBaHA Ha CPEHEM
YPOBHE JI0Ka3aTeJIbHOCTHU (KaK
MUHUMYM | yOenuTenbHast
nyonukanus I ypoBHs
JOKa3aTEIBHOCTH, ITOKA3bIBAOIIAs
3HAYUTEIIHOE NIPEBOCXO/ICTBO
I10JIb3bI HaJl PUCKOM)

PexoMenaiusi ocHOBaHa Ha ci1aboM
YPOBHE JTOKa3aTEeIbHOCTU (HO KakK
MUHUMYM | yOeautenbHas
nyommkanus 1 ypoBHs
JI0Ka3aTEIbHOCTH, TOKa3bIBAIOIIAs
3HAYUTEIHHOE ITPEBOCXO/ICTBO
TI0JIb3BI HAJI PUCKOM) UL

HeT yOeIUTeNbHBIX JaHHBIX HH O
M0JIb3€, HU O PUCKE)

OTtcyTcTBHE YOEIUTENBHBIX
nyonukanui I, I wnn I ypoBHs
JIOKa3aTEIbHOCTH, TOKA3bIBAIOLINX
3HAYUTEIILHOE IIPEBOCXOACTBO
MIOJIB3bI HaJl PUCKOM, JTH00
yoenutenbHble myonukanuu I, 11 nom
III ypoBHs 10Ka3aTeNbHOCTH,
ITOKA3bIBAIOIIME 3HAYNTEIILHOE
IIPEBOCXO/ICTBO PUCKA HaJ IOJIb301

Pacumn¢pposka

Mertop/Teparus IepBOii JIMHUY;
1100 B COUETAHUH CO
CTaHJAPTHOU
METOAMKOM/Tepanueit

Mertoa/Tepanusi BTOpO# JIMHHH;
1100 mpH OTKasze,
MIPOTUBOMNOKA3aHUH, WIH
Hed(P(HEKTUBHOCTH CTaHIAPTHOM
METOJIUKH/TePaTHH.
Pexomennyercs
MOHHUTOPHUPOBAHHE MOOOUYHBIX
SIBJICHUI

Her Bo3pakeHuii npoTus
JAHHOTO METO]1a/Tepariy WIn
HET BO3paKEHUI IPOTUB
IIPOJOJIKEHUSI TAHHOTO
METO/a/Tepanuu

PexoMennoBano npu oTKase,
IPOTUBONOKA3aHUU, UITH
Hed(PEKTUBHOCTU CTaHIAPTHOU
METOAMKH/TepaIuu, pH yCIOBUU
OTCYTCTBHS OOOYHBIX 3PPEKTOB

He pexoMeHnnoBaHo

Mopsapok 0GHOBNEHUSA KITMHUYECKUX peKoMeHaauun — nepecmoTtp 1 pas B 3 roga.

Ipuiaoxenue B. Uudopmanus 1jisl NaUMeHTOB

Tskenasa kOMOMHMpPOBaHHasA UMMYHHas HegocTaToudHOCTb (TKUMH) — reHeTuyeckn
0bycnoBneHHbIN 3aboneBaHne, B OCHOBE KOTOPOro NEXUT TSKeNenwmn gedexkt
nMMyHuTeTa. 3aboneBaHne xapakTepusyeTca TsHKenbIM1 NHPEKLMAMU BUPYCHOW 1
BakTepmanbHOM NpUpPoOabl U, B OTCYTCTBME TPAHCMNIaHTaLnmM CTBOSOBBIX KNETOK,
CMepTbIO B NEpPBbIe ABa rofa XX1sHu.



TKWH BbI3BaHa nonoMkamu (MyTaunsmMm) B pasnmyHbiX reHax, OTBETCTBEHHbIX 3a
co3peBaHue N PYHKUMIO B NepByto odepeab T IMMJOLNTOB, B HEKOTOPbLIX CryvasXx - 1
Apyrmx cybnonynauun numcountoB. B HacToswee Bpemsa n3BeCTHa reHeTu4eckas
npupoga 6onee 15 bopm TKUNH, yacTb BOMbHbLIX UMEET A0 CUX NOP He
BepndmLUMpOBaHHble reHeTudeckne aedektol. [Ana 6onbHbix ¢ TKUH xapaktepHo
paHHee (B NepBble HeAenNn UM Mecsubl X13HW) Havano KNMHUYeCKUX NposiBreHunm
3aboneBaHusa B BUAE XMAKOro CTyna, yNnopHOW MOMOYHULbI, NENEHOYHOro AepmMaTuTa,
n TsKenbIX MHgeKunn. B cnyvae BakunHauum pebeHka BLDK B pogaome nnmn nosxe
XapakTepHO pa3BUTME PErMoHapHOM u/unn n reHepanmsosaHHon BELK-nHpekunn.

Ha coHe Taxenbix MHekunn HabnogaeTca oTctaBaHme B oM3N4ECKOM U MOTOPHOM
pa3sutun. CriegyeTt NOMHUTL, YTO Aaxe npu Hannumn TKUH y mnageHueB He cpasy
pa3BMBalOTCS BCE BblllenepeyncrieHHble CUMNTOMBbI, U B TeYEHNE HECKOMbKNX MeCSLIEB
OHW MOTYT pacTu 1 pas3BuBaTbCs HOpMarnbHO. TpaHcnnaueHTapHas nepegadya
MaTEePUHCKUX NTMMPOLINTOB MOXET BbI3BaTb CUMMTOMbI peakuuun «TpaHcnnaHTat
npoTus xo3auHa» (PTI1X), HasbiBaemMon B 3TOM crnyyae maTepuHcko-cpetansHon PTTX.
OHa nposBnseTca B OCHOBHOM B BUAE KOXXHOW CbINMy M\UIN NOPaXeHUs NevYeHMu,
KMLLEYHWMKA.

TICK aBnsieTcss eAUHCTBEHHBIM CMNOCOBOM COXPaHUTb NauneHTy xnsHb. TICK
NpoBOAUTCA OT COBMECTUMOro bpaTa\cecTphl, B UX OTCYTCTBUE — OT HEPOACTBEHHOIO
COBMEeCTMMOro goHopa unm ot poautenen. cxogel TICK 3aBUcAT BO MHOMOM OT
NMetoLLLErocs MHGEKLIMOHHOIO cTaTyca, NopaXXeHNs OPraHoB N CUCTEM.

Pucku poxgeHus apyrux geten ¢ TKUH B gaHHOM ceMbe coCcTaBnaoT npumepHo 25%.
PekomeHngoBaHO NpoBegeHne CeMenHOro KOHCYbTUPOBaHNS U
npeHaTanbHOM\NPeMnIIaHTaUuMOHHHON ANArHOCTUKK, ANS UCKMIOYEHNS POXOEHUS
APYrnx geTen ¢ AaHHbIM 3aboneBaHneM.

10 okmsbps 2016 a.



