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WHutepnerikuy 1
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HuTepdepoH
WuTtepdepononaTus
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CIMcoK coKpalleHUMn

AB3/ABC - ayToBOCIaIMUTeIbHOE 3a00I€BaHMEe/CUHIPOM

AnaT - ananuHaMuHOTpaHchepasa

AH® - aHTMHYKIeapHblit (akTop

AHIIA- AaTuHeliTpobuabHbIe LInToTIa3MaTYecKe AHTUTENA
AcaT- acrmapraTaMuHOTpaHcdepasa

BUY - Bupyc uMmMyHOmeUIIMTa YeIOBEKA

I'KC- r1I0KOKOPTUKOCTE PO,

IIM - nepMaTOMMO3UT

IHK - me30KkcupubOHYKIeMHOBast KICIOTA

WJI — unTepneiikuu

VI®II - uuTepdepoHOnaTUn

KMII - nmyHKTaT KOCTHOTO MO3ra (KOCTHOMO3TOBasI ITyHKIIMS)

KT - komnbioTepHast Tomorpadust

JIII' — nakratmerugporeHasa

JIIT — mromM6abHast TyHKIVSI

MKB-10 — mexxayHapoaHast knaccubukaims 6onesneii 10-ro mepecMoTpa
MPT —MarHUTHO-pe30HaHCHAsI ToMorpadus

[MNJC — nepBUYHOE UMMYHOE(PUIIUTHOE COCTOSTHIE

PA - peBMaTOMOHBIN apTPUT

CO3 - ckopoCTb OCeHaHMsI SPUTPOILIUTOB

CPB - C-peakTuBHbI1 6eI0K

CKB - cucTemMHast KpacHasi BOT4aHKa

V3U - ynpTpa3ByKOBOE UCCIe0BaHMe

®HO - dakTop HEKPO3a OITyXOJIN

LUK - uupKymnpymoiye MMMYyHHbIE KOMIIIEKCHI

LIHC - ueHTpasbHasi HepBHas cucTeMa

OKT - anekTpoKapauorpaMma

Ix0KT - sxokapauorpadus LIHC - meHTpanbHasi HepBHAs CUCTEMA
AGS - Aicardi-Goutieres syndrome, cuaapom Ajikapau-I'yTbepec

CANDLE cungpom - Chronic Atypical Neutrophilic Dermatosis with Lipodystrophy and Elevated
temperature, XpOHMYECKUIT aTUIINYHBIA HEUTPODMIbHBI AepMaTo3 C JUIOmUCTpodueit u
TobeMaMM TeMITePaTyPhbl

FDA - Food and Drug Administration, ympaBieHue 10 CaHMTApHOMY HAA30py 3a KaueCTBOM
MUIIEeBbIX TPONYKTOB M MemukaMeHTOBJASL - Japanese Autoinflammatory Syndrome with
Lipodystrophy, SImOHCKNIT ayTOBOCTIAIUTEIbHbIV CMHIPOM C JIUTTOAUCTPOdmeri



JAK - Janus kinase, ssHyc kuHa3za JMP cuHgpom - Joint contractures, Muscle atrophy, microcytic
anemia and Panniculitis-induced lipodystrophy syndrome, CuHOpoM ¢ CyCTaBHbIMU
KOHTPAaKTypaMy, MbIIIEYHON aTpodueil, MMUKPOLUTAPHOV aHEeMMeil, WHAYIVMPOBAHHON
MaHHUKYAMTOM Jnnopucrpodueit NNS - Nakajo-Nishimura Syndrome, Haxkaiio-Hummmypa
CUHIIPOM

NGS - next-generation sequencing, maHejab reHeTUYECKUX MYTaIMii HOBOTO MTOKOJIEHUST

PRAAS - proteasome-associated autoinflammatory syndrome, mpoTeacom-acconMupoOBaHHbIN
ayTOBOCHAIUTEIbHBIN CMHIPOM

SAVI - STING-Associated Vasculopathy with onset in Infancy, STING-accouumupoBaHHast
BaCKY/IOMATHS C HAYAJIOM B IETCKOM BO3pacTe

SMS - Singleton-Merten syndrome, cuHapoM CUHIIIETOH-MepTeH

SPENCD - spondyloenchrondro dysplasia, CHOHAMIOIHXOHAPOAUCIIIA3US

IFN- unrepdhepod


https://rarediseases.org/rare-diseases/singleton-merten-syndrome/
https://rarediseases.org/rare-diseases/singleton-merten-syndrome/
https://rarediseases.org/rare-diseases/singleton-merten-syndrome/

TepMI/IHbI n orpene/JieHus

AyTOCOMHO-JOMMHAHTHBIV TUII HaCJIefOBaHWUS - TUI HAUIeJOBAHMUS, MPU KOTOPOM OJHOTO
MYTaHTHOTO aJuIesisl, TOKAJIIM30BAHHOTO B ayTOCOME, JOCTATOYHO, YTOOBI O60/e3Hb (MM TTPU3HAK)
MoOTr7Ia OBITh BhIPAKEeHA.

AyTOCOMHO-pelecCHMBHbIN TUII HACIeIOBAHMS - TUI HAClIeJOBaHMS MpU3HAKa Win GOe3HN,
IJIST TIPOSIBJIEHMSI KOTOPbIX 00€ KOMMM TeHa, paciiojoyKeHHble Ha TOMOJIOTMYHBIX ayTOCOMax,
IIOJKHBI OBITH MTOBPEKIEHHBIMM.

JUreHHbI TUN HaCIeAOBAHUS — TUIT HAC/IeAOBAHMS, TIPY KOTOPOM ISl pa3BUTUM Goie3Hu (Win
TpM3HaKa) Heo6XOaMMO IBa MyTaHTHOTO aJUIejIsl, IOKaIM30BaHHBIX B ayTOCOME.

De novo (MYTal.U/lH de IlOVO) — U3MEHEeHHs B I'eHe, [Tpon3oiIealine BriepBbie 1M TOJIbKO Y OOHOTI'O
3 UWIeHOB CeMbM KaK pe3yjabTaT MYyTaluu B 3aponbnue30171 KJIeTKe (FH‘/JILLEKJ'IGTKE nimn
cnepmaTosom,ue) Y OOHOTO U3 pOﬂMTEHeVI WJIN B YKe OHHOHOTBODEHHOﬁ SILleK/IeTKe.

Loss of function (LOF, myTanuu ¢ morepeit GyHKIMM) — MyTaiys, IPUBOASIIAS K CHVDKEHUIO
WU OTCYTCTBUIO (DyHKUIMM Oeska.

Gain of function (GOF, myrauum c ycwieHueM (QYyHKOMM) — MyTaluy, MPUBOASIIME K
aHOMAaJIbHOMY YCUJIEHMIO aKTUBHOCTY OesKa.

MoHoreHHble 3a00JeBaHMS — 3TO [eTepPOreHHas TCPVIa Hac/lIeICTBEeHHbIX 3a00eBaHMIii,
pas3IMyaloNIMXCs 1Mo TUITY Hac/ieqoBaHMs, ClielnbUUHOCTM MyTalluit, IaTOreHe3y, KIMHUYeCKO

KapTuHe.
AyToBocmnanenne — BocraseHe, OrlocpefoBaHHOe feheKTOM BPOKIEHHOTO 3BeHa MMMYHUTETA.

HurtepdepoHonarum — 3T0 Tpymnma 3aboneBaHMi, OOYCTOBJIEHHBIX HapyIIeHMEeM WHIYKIUN,
repefaun 1 paspenieHus MHTephepoH-0IoCpeJOBAHHOTO MMMYHHOTO OTBeTa I Tuma.

IIpoTreacom-acconMupoBaHHbIie 3a60MeBaHMs — 3TO TpymIia 3a0oleBaHMif, OTHOCSIIUXCS K
MHTep(EepPOHONATHSIM, B OCHOBE KOTOPIX JIEKUT HapylleHue QYHKIMM ITPOTeaCOMBI.

VOUKBUTUMHMPOBAHME - TIPOLECC MPUCOENMHEHUSI  OJHOTO WM HECKOJbKUX MOHOMEDOB
yOUKBUTMHA K Gesiky-MuiieHu. IIpucoennHeHe YyOMKBUTUHA B TIEPBYIO OYepellb CIIOCOOCTBYET
Jerpafiaiyy «IIOMeYeHHOro» Oefka B IMpOTeacoMe, a Takke BAMSIET HAa ero BHYTPUKIETOUYHYIO
JIOKA/IM3aI1I0, OKa3blBaeT BO3JENCTBME HAa €ro aKTMBHOCTb, CIIOCOOCTBYET MM TPEIrsITCTBYeT

0e10K-0eJIKOBbIM B3aVMO/IE/ICTBUSIM.



https://chem21.info/info/1354150
https://chem21.info/info/1902616
https://chem21.info/info/1269868
https://ru.wikipedia.org/wiki/%D0%9C%D0%BE%D0%BD%D0%BE%D0%BC%D0%B5%D1%80
https://ru.wikipedia.org/wiki/%D0%92%D0%BD%D1%83%D1%82%D1%80%D0%B8%D0%BA%D0%BB%D0%B5%D1%82%D0%BE%D1%87%D0%BD%D0%B0%D1%8F_%D1%81%D0%BE%D1%80%D1%82%D0%B8%D1%80%D0%BE%D0%B2%D0%BA%D0%B0_%D0%B1%D0%B5%D0%BB%D0%BA%D0%BE%D0%B2
https://ru.wikipedia.org/wiki/%D0%91%D0%B5%D0%BB%D0%BE%D0%BA-%D0%B1%D0%B5%D0%BB%D0%BA%D0%BE%D0%B2%D1%8B%D0%B5_%D0%B2%D0%B7%D0%B0%D0%B8%D0%BC%D0%BE%D0%B4%D0%B5%D0%B9%D1%81%D1%82%D0%B2%D0%B8%D1%8F

1. KpaTkas uHpopmanus

1.1 OnpeneneHue

AyToBOCTIanMUTeNIbHbIE CUHAPOMBI - 3TO Pa3HOPOLHAS IPYIINa pelKuX, KaK MPaBUiIo, reHeTUIeCKu
06YC/IOBJIEHHBIX COCTOSIHMIA, XapaKTePU3YIOUIMXCST TMepUOAUMYECKMMM SMU30AaMM CUCTEMHOIO
BOCITAJIEHUS], TPOSIBISIOIIMXCS JIMXOPAAKOi M TOpakeHMeM pasaNyHbIX OpraHoB, Hepenko
VIMUTUPYIOIIMX DeBMaTHyecKue U [pyrue 3aboneBaHMsl, B OTCYTCTBME AYTOMMMYHHBIX WX
MHGEKIVOHHBIX mpuunH. [lo Kmaccudbukamuu EBporeiickoro o61mecTBa MMMYHOAEMUIINTOB
ayTOBOCHAINTENbHbIE 3aboneBaHus (AB3) OTHeceHbI K IEPBUYHBIM MMMYHOHEDUIIUTHBIM
COCTOSIHUSIM, U BbIIeJIeHbl B OT[I€/IbHYIO IPYIIITY.

Wurepdeporonatun (UDII) - HemaBHO ommcaHHas moarpymnmna AB3, xapaKTepu3yomiascs
oucperysiuein mytv  uHTepdepoHoB [ TMIa, M pasIMYHBIMM - ayTOBOCHAIUTENbHBIMU U
ayTOMMMYHHBIMYM TIPOSIBJIEHMSIMU. B Hacrosiiiee BpeMs K MHTePhEPOHOMATUM OTHOCST
MIPOTEacoM-acCOIMMPOBaHHbIe ayToBOCHanuTeNbHble cMHAPOMbI - CANDLE cuumgpom (Chronic
Atypical Neutrophilic Dermatosis with Lipodystrophy and Elevated temperature), JMP (Joint
contractures, Muscle atrophy, microcytic anemia and Panniculitis-induced lipodystrophy
syndrome), NNS (Nakajo-Nishimura Syndrome), JASL (Japanese Autoinflammatory Syndrome with
Lipodystrophy), cunmpom Aiikapau-I'yreepeca, cuHapoM CuHIITOH-MepreH, cuHApoM SAVI
(STING-Associated Vasculopathy with onset in Infancy) u gpyrue [1,2,3].

1.2 3THOJIOTUA U ITATOreHe3

VuTepdepoHonatuy  SIBASIOTCSI TeHETMYEeCKM TeTepPOreHHOV TpYNIoil  HacleACcTBEeHHBIX
3a60/eBaHNi1, B OCHOBE IMaTOTE€HEe3a KOTOPBIX JIEKUT OUCPEry/SIus UHTePhEepPOHOBOro myTu I
TUIIA.

Wurepdeponbt (IFN) — O6enkoBbie (aKkTOpPbl TPOTMBOBUPYCHON 3alllMThI, YYacCTBYIOLIME B
peryssimuy MMMYHHBIX TpolieccoB [4]. B HacTosimimii MOMeHT BbifensitoT uHTepdepons! I, 11, 111
TUIIOB - B COOTBETCTBMM CO CITOCOGHOCTHIO B3aMMOJIEHCTBOBATb C TPEMSI TUIIaMM perenTopos. K
uHTepdeponam I tuma otHocsT IFNa, IFNB, IFNk, IFNw, IFNe. K uarepdeponam tuna II oTHOCST
IFNy, a K unrepdeponam III tura — nHTEepdhepoHonomobHbie HUTOKMHBI IFN-A1 (MJI-29), IFN-A2
(WJ1-28A), IFN-A3 (UJI-28B). [maBHas pojib B MPOTMBOBUPYCHOI 3aIIMTE OpraHM3Ma MPUHALJIEKAT
untepdeponam I tuma, B yactHocty IFNa u IFNB [5].

OCHOBHBIM MPOAYIEHTOM MHTEepGhOEpPOHOB [ THIIA SIBASIOTCS IUIa3MOIUTOUIHBIE HEHIPUTHBIE
KJIeTKM — eCTeCTBeHHble MHTepdepoH-mpoayuupywoimmue kietku (IPC — interferon-producing
cells) [4].

IOns cuHTe3a MHTep(EpOHOB B OpraHM3Me Heob6Xomuma aKTUBAIMsI KIeTOK. B pacrosHaHum
YYaCTKOB UYKEPOJHbIX HYKJIEMHOBBIX KUCJIOT BUPYCOB IpuHMMAIOT yuactue Toll-rogo6Hbie
perteritopbl  (TLR), u RIG-momo6ubie perentopsl (RLR) — RIG-1 m MDAS5, a Takke cGas
(uukmnueckasi GMP-AMP cunTasa) [6]. OcHOBHbIe MHAYKTOPBI CUMHTe3a MHTepdepoHoB [ Tuma —
IByCnMpanabHas u ogHocnupanbHas PHK BupycoB, a Takke 6akrepuanbhas JHK[4].

RIG-momo6HbIe perenTopbl PAaclO3HAIOT ABYIEIIOUYeUHbIe M OMHOIIENOYeYHbIii BupycHblie PHK,
cGAS (uuknmueckas GMP-AMP cuHTasa) HampoTuB, pacrnosHaeT pABylenodeudsle [THK u
PHK:OHK myruiekchl, o6pasyioiiyecss BO BpeMsl peIvIMKalyuy PeTPOBUPYCOB, M KaTaau3uUpyeT
cuHTe3 cGMP-AMP, KOTOPBIi SIB/ISIETCSI OCHOBHBIM aroHMcToM agantopHoro 6emka STING. ITocie
cBsi3piBaHMs ¢ yauactkamyu PHK RIG-1 1 MDAS cBsi3biBaeT 6enmok-amantep MAVS. Kak STING, Tak u
MAVS cTUMYIUPYIOT HVDKECTOSIIIME CUTHAIbHbIE KaCKabl, KOTOPbIe BKIIOUYAIOT MHOXXECTBEHHbIE
KMHAa3bl ¥, HAKOHEII, IPUBOAAT K dhochopmnpoBaunio IRF3 1 MHOYKIUYM CUHTE3a MHTEPHEPOHOB
[7, 8], (pnc.1).
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Pucynox 1. Cxema: PHK-RIG-MAVS n THK-GAS-STING nyTeit akTUBaluyu cCMHTe3a MHTephepOHOB
[ Tuma.

Peuienitop uHTepdepoHoB I tuma (IFNAR) cocrout m3 aByx uemeit - IFNAR1 u IFNAR2, c
KOTODPBIMM CBSI3aHbl [1Be TUpo3uHKMHA3bl: Tyk2 wm Jakl coorBercTBeHHO. COEIMHSIACH C
BHYTPUKJIETOYHBIM TOMEHOM pellenTopa, KMHa3bl PochopuaInupyIoT ApyT Apyra, CO34aBasi yuacToOK
IJIST CBSI3BIBAHMS C TPAHCKPUIIIMOHHBIM (hakTopoM STAT2, dochopuinpyioT ero, B pe3ysibrare
Yero K pelernToOpHOMY KOMIUIEKCY MpucoenuHsieTcss apyroit ¢akrop — STAT1. O6pasyercs
reTepoguMep, TPaAHCIOUMPYIOLIMUICS B SIAPO KIETOK, rae Monekyabl STAT CBSI3bIBAIOTCS C
MHTep(PEepOHOBLIMIM peryasiTopHbiMM (akTopamyu ¢ obpasoBanmem IFN-stimulated gene factor
(IFGS3). IFGS3 B3aumopeiictByeT ¢ ISRE (IFN-stimulated regulatory element), cBsi3bIBaHMe
KOTOPOTO HEOOXOAMMO AJISI IKCIIpeccun MHTepdepoHO3aBUCUMBIX TeHOB [4], (puc.2).
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PucyHok 2. Cxema mepefaun curHaia yepes pementop nHrepdeponos I tuma [4].

Cungpom Ajikapgu-T'yreepec (AGS) — 3T0 Buj MHTEP(HEPOHONATUM C YACThIM IOPaKEHMEM
IIHC. B HacTosimuii MOMEHT M3BECTHO O 7 reHax, MyTallyid B KOTOPBIX IPUBOAST K Pa3BUTUIO
IaHHOM TATOJOTMUM, COOTBETCTBEHHO BBIJENAIOT 7 TUIIOB 3a6oneBaHus. AGS waine Bcero
HacJeyeTcsl MO ayTOCOMHO-PelleCCMBHOMY TUITY; B 6olee peikux CIydasx — ayTOCOMHO-
JOMMHAHTHO (MyTauuu reHoB ADAR, TREXI, IFIHI) [10], (Ta6.1).

Ta6nuua 1. Knaccudwkaims cuagpoma Ajikapayu-T'ytbepeca

Tvn leH Benok lon Tvn XpomocoMHast Tun MyTaumm
onucaHus HacnenoBaHust nokanusauus
nepsou
MyTauum
I TREX1 3"-5 "sk30Hyk/easa 2006 ALO/AP 3p21.21 Loss of
function
II RNASEH2B KaTtanutnyeckas 2006 AP 11q13.1 Loss of
cocTasnsowas Komnnekca function
PHKa3bl H2
II1 RNASEH2C HekaTtanutuyeckuii 2006 AP 19p13.2 Loss of
KOMMOHEHT KOMMneKkca function
PHKa3bl H2
v RNASEH2A HekaTanutnuyeckuii 2006 AP 13q14.3 Loss of
KOMMOHEHT KoMrnekca function
PHKa3bl H2
\ SANHD1 AHT®  Tpudocdornaponasa- 2009 AP 20gq11.23 Loss of
TpudocdaTasa function



VI ADAR PHK-cneuundunyeckasn 2012 AL/AP 1921.3 Loss of
afeHo3nHAe3aMnHasza function

VII IFIH1 MDAS5-peuenTop 2014 AL 2q24.2 Gain of
function

Al-ayTOCOMHO-IOMMHAHTHBIN, AP — ayTOCOMHO-PeL,eCCUBHBIN.

Ten TREX1 pacronioskeH Ha KOPOTKOM IjIeue 3ii XpOMOCOMbBI U KOIMUPYET siiepHbIii 6emoK ¢ 3" —
9K30HYKJIea3HOM aKTUBHOCTbIO. OH TIPUKPEIUIIeTCT K MeMOpaHe SHJIOIIa3MaTUYecKoTo
pPEeTUKYJIYyMa C MOMOIb. C-TepMUHAIBHOTO TPAHCMEMOPAHHOTO AOMeHA. DTOT (GepPMEHT yHaisieT
HEHYXHbIe KOPOTKMe ¢parmMeHTbl Mosekyibl JIHK, KoTopble 06pasyioTcs Tpu peruviMKaiuu
reHeTHYeCcKOTo Marepuana KiaeTku. MyTtaimu C ToTrepeit QyHKIMM B 3TOM TeHe IIPUBOIAT K
HakoreHuto ¢parmenTos [JHK B unuTo3one kietke [10-14].

RNASEH2 - epuiHbIii (hepMeHTAaTUBHBIN KOMILIEKC, COCTOSIIIMIA U3 Tpex cybbenuHuil, A, B u C,
KaTaim3upywomuii  paciervienue Mosekyn PHK B PHK/IIHK pyruiekce mocpencTBom
TUAPOIUTUUECKOTO MeXaHu3Ma. B pesynbraTe MyTauuii B 3TUX TreHax C IoTepeit GyHKUUU
npoucxoauT HakorvieHue JJHK-BCTpOeHHbIX PUOOHYKIEOTHIOB, NMPUBOASIIIEE K TOBPEXIEHUIO
JOHK xnetku [15].

Ten SAMHDI xomupyeT (epMeHT, MpeNCTaBISIONINI M3 CeOs aHTUPETPOBUPYCHBIN OeNoK,
9KCIIPECCUPYEMbIMi B KJI€TKAX MMEJOUIHOV JIMHUM, KOTOPBIi MHTUOMPYET PaHHIOW CTaAUI0
KM3HEHHOTO IMKJIa BuUpyca. benok mnpeBpamiaer ae3okcuuykieosuaTpudocdarsr (ANTP),
obpasyiomuecss B KieTkax npu permkauyu OHK, B Heopranmueckmii dochar un 2'-
Je30KCUMHYKIeo3ua. TakuM 06pa3om, B KiIeTKe He NMpoucxoguT HakoruieHue dNTP no ypoBHS,
HeO6XOAMMOro JJIst 06PaTHOM TPaHCKPUIIIUK U TIOCIEAYIOLIeil periMKaluyu peTpoBUPYCOB. B
pe3ysbTaTe MyTaluii ¢ motepeit GyHKUNY B reHe IMPOUCcXoauT HakorieHne ¢dparmeHToB dNTP [16-
17].

Il'en ADAR xopupyet PHK-crenuduyeckyio ageHo3MHAe3aMUHa3y, IpeBpaliaoinyio afeHo3MH B
MHO3MH B ABYyLleNOvYeuHbIX Mosekynax PHK, uro HapyliaeT HOpMa/ibHOe CBSI3bIBaHME Liereil 1o
MIPUHIUITY KOMIUIEMeHTapHoCTH, u Aenaetr PHK HeycroitumBoii. IHO3UH CTPYKTYPHO TOAOOEH
TyaHMHY, KOTOPBIN MPUBOAUT K CBSI3bIBAHMIO MHO3VMHA C UUTO3MHOM. [IByrienoyeuynsie PHK moryT
00pa30BBIBATHCS B KJIETKE IIPY B3aMMOJENCTBUM CMBICIIOBBIX U aHTUCMBbICTOBBIX PHK, sBstercst
2JIEMEHTOM BTOPUYHOI CTPYKTYypbl HeKOTOPhIX PHK (Hampumep, TPHK), a Takke 06pasyeT reHOM
HekoTOpbiX PHK-comepskamiuii BUpycoB. MyTauyy ¢ moTepeii PyHKIMKM B 3TOM T'eHe IPUBOIAT K
HaKOIJIeHUIO B KiIeTKe NBYHUTeBbIXx PHK [18].

Ten IFIHI xomupyetr MDAS5-petentop, oTHocsmuiicss K RIG-11ogqo6HbIM pelienTopaM, KOTOPbIi
UTpaeT BaXKHYIO POJIb B OIpene/ieHnM BUPYCHOVM AByxcrupanbHoii PHK m akTmBauum kackapga
MIPOTMBOBUPYCHBIX peakiuii. [Ipy cBSI3bIBaHMM IUTAHAA OH aCCOLMUPYETCS] C MUTOXOHAPUATbHBIM
MMPOTMBOBUPYCHBIM CUTHATbHBIM OesikoM (MAVS /IPS1), KOTOpPBIii 3amycKaeT ABa CUTHATbHBIX
y™n. [lepBblit — uepe3 cucremy kuHa3 IKK akTuBupyet TpaHckpuminoHHbIi pakrop NF-kB, uro
BbI3bIBAeT aKTUBALMIO KJIETKM U CUHTE3 psiia [IPOBOCIIAINTENbHBIX [IUTOKMHOB. BTOpoii — yepes
amantopHblii 6emok TRAF3 u nporenukuHazy TBK1 akTuBMUpyeT ABa TPAaHCKPUIIIMOHHBIX (DaKTOP
IRF3 u IRF7, uHAYIUPYIOIIMX CUHTE3 MHTEP(hEPOHOB 6eTa 1 ayibda cooTBeTCTBEHHO[19].

Cunapom CuHratToH-MepreHa (SMS) - 3T0 penKoe ayTOCOMHO-TOMMHAHTHOE 3a00jeBaHue U3
I'PYIIIbI MHTepEepoHonaTuii I Tuma, B 0CHOBe KOTOPOTO JieKaT MyTaiuu B reHax IFIHI, DDX58,
Hac/lefyeMble 10 ayTOCOMHO-LOMUHAaHTHOMY THUILY.

Ten DDX58 mipencrasnsier coboit PHK-renmmkasy, otHocsmmiicss K RIG-TTomoGHBIM pelienTopam,
BriaouaetT MDAS u LGP2 u urpaer BaskHYI0 POjIb B ompedeneHuu BupycHoii PHK u akTuBamum
Kackajga IMpOTUMBOBMPYCHBIX peakuuit. RIG-I u MDAS yuyacTBYIOT B akTuBaiuyu MAVS 1 3amycke
IIPOTUBOBUPYCHOTO OTBeTa [20-22].

IIporeacom — accouumpoBaHHble cMHAPOMbI (PRAAS)

[IpoTeacoMbl UrpalOT BaXKHYIO POJIb B Pa3iIMUHbBIX IIpolieccax, HallpaBJleHHbIX Ha IMOAJepXKaHue
KJIeTOYHOTO TOMeOoCTasa, II03TOMY IIpOTeacoMHble 3aboneBaHMs C HapyieHueM QyHKIUM
IIPOTEeacoM OTIMYAIOTCST GOMbIION BapuabelbHOCTbIO TeUeHMsI U TOCTAeCTBIUI, BIUIOTh 10 OUYeHb
TSDKENbIX [23].

Ilpu PRAAS HabGmiomaeTcsl HapylieHue (QYHKIMM CUCTEMbI «IPOTEaCOMa-UMMYHOIIPOTeacoMay,
YTO MPUBOAUT K HAKOTUIEHUIO YOMKBUTMPOBAHHBIX OEJKOB B PasIMUHBIX KieTkax (B-kieTkax,
dubpobnacrax, CD68-makpodarax, KepaTMHOIMTAX, KJIETKaX BOJOCIHBIX (GO/UIMKYIOB U


https://translate.googleusercontent.com/translate_c?depth=1&hl=ru&prev=search&rurl=translate.google.com&sl=en&sp=nmt4&u=https://en.m.wikipedia.org/wiki/MDA5&xid=25657,15700002,15700022,15700186,15700190,15700248,15700253&usg=ALkJrhhsOPrmCcj5I6efYIgrh86_n4PRrA
https://translate.googleusercontent.com/translate_c?depth=1&hl=ru&prev=search&rurl=translate.google.com&sl=en&sp=nmt4&u=https://en.m.wikipedia.org/wiki/LGP2&xid=25657,15700002,15700022,15700186,15700190,15700248,15700253&usg=ALkJrhiYKzPmVD3nCeGSPekDb0xaolfkjA
https://translate.googleusercontent.com/translate_c?depth=1&hl=ru&prev=search&rurl=translate.google.com&sl=en&sp=nmt4&u=https://en.m.wikipedia.org/wiki/VISA_(gene)&xid=25657,15700002,15700022,15700186,15700190,15700248,15700253&usg=ALkJrhjFOzC72dwVcb9duNYwxwirNoczoQ

CEeKPEeTUPYIOMIMX KJIeTKaX ITOTOBBIX JKeje3). ITO BeleT K ycwieHuoo GochopuamupoBaHus 6eaka
p38 M aKTUBALUM CUCTEMbI BHYTPUKIETOUHBIX CUTHAJIOB, MPUBOMASIINX K CUHTE3y U CeKpelun
IIPOBOCIIA/IUTE/bHBIX LUTOKMHOB. B pasBuTMe IpPOTEACOMHBIX 3a00jeBaHMii KIIOUEBYIO pOJb
urpaet IL-6, TunieprnpoayKiysi KOTOPOTO MPOBOLIMPYET peliAMBUPYIOIIe BOCTIaauTeIbHbIe aTaku
[4, 23-28], (puc.3-4).

. a subunit
Oﬁsubunit 205
° i subunit

o Rpt subunit

(_"anl. Rpn2 195

o Rpn3 to Rpnl3

PucyHok 3. CTpykTypa npoteacoMbl. (A) Coopka a u B cybbemuuull c o6pasoanmem 208 smepHOro
komruiekca. (B) C6Gopka  MHAyHMOeTbHbIX  B-cyobemuumi, ¢ ob6pasoBanuemM  20S
umMmmyHoripoTeacomsl. (C) 26S niporeacoma ¢ 20S simepHOV 4acTbIO U PETYASITOPHBIM KOMIIEKCOM
19S. (D) 20S-ummyHomnpoTteacoma [28].

Waste protein

Pucynok 4. HopmanbHOoe GYHKIMOHMPOBaHME Tmporeacombl. (A) OrpaboTaHHbI 6esoK,
MOJIEXAIINI  YHUUTOXKEHMIO, OTMeueH ybukButuHOM. (B) Komruiekc 19S pacmnosHaer
yOouKBUTUPOBaHHbIN 6enok. (C) YOMKBUTMHUPOBAHHbBIN GeOK BCTpamBaeTcs B mpoTeocomy. (D)
Komrmuiexkc 20S mpon3BoguUT KOPOTKME MENTULBI, JTIETKO yaasieMble 13 KIeTKH [28]

[lp MHPUUMPOBAHMM KJIETKM BUPYCOM MPOVUCXOOMUT aKTUBALMS IeHTpasibHOro 6emka STING
(cTumynsATOp reHoB MHTepdepoHa). Korma IFN-pelenTop akTMBUPYeTCs, 06pa3oBaHHbIE TPOTYKThI
merpajauyy  OGeIKOB  AOKHBI  ObITh  yaajdeHbl TpoTeacomoii ¥ IFN-MHAYIIMPOBaHHO
MMMYHOIIPOTEaCcOMOi. BupycHble 6Gesku SIBASIOTCS CyOCTpPaTOM Jyisl TTPOTEACOMHO CHUCTEMBI.
Ipyrue TpUITEPHI, BbI3bIBAIOLIME KJIETOUHbIN CTPECC, TAKKe BbI3bIBAIOT BbICBOOOXAeHMe IFN I
TUIIA TOCPenCTBOM akTuBauuu curHanapHoro nytu JAK/STAT. Ecnu mporeacoMHasi cuctemMa He
paboTaeT AOKHBIM 06pa3oM, MPOAYKThI [derpajanyy OeKOB HaKalIMBAaIOTCSI B KIETKe U
JIOTIOJTHUTEbHO IIOMEYAIoTCsI  YOMKBUTUMHOM (MoNMMy6MKBUTUHU3ALIVS). Hakomnenue
MONINYGMKBUTMHUPOBAHHBIX O€IKOB YCYIyO/IsieT KJIeTOUHbIN CTPeCC M CII0COOCTBYET IPOMYKLIUMI
IFN I Tuma, 94T0 NpUBOAUT K IOPOYHOMY KPYTY M Pa3BUTUIO XapaKTEPHOM KIMHUYECKOV KapTUHBI
[4, 23-28] (puc.5-6).
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PucyHok 5. (A) HopmanbHoe coctostHue. (B) IIpu mporeacom-accolMMpOBaHHOM 3a60eBaHuu
(PRAAS) [28].

PucyHoK 6. AktuBatusa nHTepdeponosoro (IFN) mytu [28].

K PRAAS1 orHocar Tpu Hosomorum: cuHApom Haxkario-Hummmypa (NKJO, samoHckuit
ayTOBOCTIAIUTENbHBIN CUHIPOM C JTUTIOAUCTPOdUET), XPOHUUECKUIT aTUTTMIHBIN HeNTPOMUIbHBIN
nepmaro3 ¢ jgunoguctpodueit u nogbemamu Temriepatypbl (CANDLE-cMHApPOM) M CUHIPOM
CYCTaBHBIX KOHTDPAKTYP, MBbIIIEUYHON aTpoduy, MUKPOIUTAPHON aHEMMM U TIAHHUKYIUT-
accolMMUpPOBaHHOI iunoauctpoduu (JMP-curapom).

B Hacrosiimee Bpems nipu cuHapome PRAAS BbisiBieHBbI MyTaluM B ClleAyoIux reHax: PSMB4,
PSMB3, PSMBS8, PSMB9. MyTtauuu 3TUX TeHOB HacJIefyl0TCs ayTOCOMHO-pelieccuBHO. Yale Bcero
BCTPEYAIOTCSI TOMO3UTOTHbIE MJIM KOMIIAyH[-reTepo3suroTHele myrauum B reHe PSMBS§, a Takke
KOMIIayHA-TeTepOo3UroTHbie MyTanyuu B reHe PSMB4. WMuHrepecHoit ocobeHHOCThI0O PRAAS
SBJISIETCS UTeHHOe HaciaemoBaHue. Tak, omMcaHbl Cayday 3a0oieBaHMs, BbI3BaHHbIE
KOMOMHaIMell reTepo3uroTHeix myrtauuii - PSMA3/PSMB8, PSMB9/PSMB4 unu PSMB8/PSMB4
[29-34].

B utone 2018 roga onmcaHa MyTalys HOBOTO IPOTEAacOM-aCCOIMMPOBAHHOTO cuHaApoMa — PRAAS2.
JTo penkoe 3aboyeBaHMe, Pa3BUBAIOIIEECS B Pe3y/abTaTe reTepo3UroTHON MyTaluu B reHe Oeyika
co3peBaHMs1 TpoTeacoM - POMP, xapakrepusylouieecsi IUCPETYJISITOPHBIM pacCTPOVCTBOM
MMMYHHOJi CYICTEMbI C ayTOBOCIIAJIUTETbHBIM 1 ayTOMMMYHHBIM KOMITOHEHTaMMU [35-36].

POMP - 3T0 mianepoH, KOTOPbIN OTBEYAET 3a co3peBaHue nporeacombl 20S 1 MMMYHOIIPOTEaCOMBI
i20s. OH y4YacTByeT B IIOCJIeOBATeIbHOI COOpPKE B 9SHAOIUIA3MAaTUUYECKOM pETUKYIymMe f-
CyObeAVIHULL Ha TIPEIBAPUTETHHO CHOPMUPOBAHHHBIX (-CyObEIMHUYHBIX KOJIbIIAX. [35-36].

B ocHoBe maTomexanu3ma PRAAS2 nexxnt HapyliileHe HOHCeHC-0MocpeioBaHHOro pacmnaga MPHK,
YTO MO3BOJISIET TPAHCKPUIITY MyTAHTHOTO aJIJTeJIS TPAHCMPOBATHCS B yCeUeHHbIe OesIK.



Cunapom SAVI (STING- acconynpoBaHHasi BaCKyJIONaTHA)

SAVI - ayTocOMHO-IOMMHAHTHOe 3abojieBaHMe ¢ MyTauueii B rene TMEMI73, kopupyouiei
CcTUMYNSITOp TeHOB uHTepdepoHa (STING - stimulator of interferon genes), mpuBopsiee K
aHOMaJIbHOMY ycwuieHnIo aktTuBHOCTH 6enka (GOF - gain of function) [37-41].

STING - K/II0YeBOJi afaIITepHbIi 00K B SHIOIIA3MAaTUUECKO CeTy, KOTOPbIii HeOOXOmM [IJIs
MHOYKIMKM UHTepdepoHa 6Gera. BupycHble miau asyxiernouveuynble JTHK o6HapyKMBalOTCS B
LIMTO30J1€e € TOMOIIBIO LyKIndeckoil GMP-AMP-cuHTassl mnn cGAS-nuranza [42-43].

Ilpu cBaspiBauuu cGAS nukaMueckuit ryaHosmHMoHodochaT-ageHo3uHMoHodochar (cGAMP)
BBICBOOOKIAETCS B KAUeCTBE BTOPOTO MeCCeHKepa, KOTopbIii cBsa3biBaeT STING, 4TO MPUBOAUT K
docdhopunupoBanmio TANK-cBs3biBatomieii kuHasbl 1 (TBK1) u perynsitopHoro ¢akropa
unTepdepona 3 (IRF-3). 3atem IRF3 TpaHcmouupyeTcs: B AP0, UTO MPUBOAUT K TPAHCKPUIIITUA
IFNB1 (uaTepdepona ). Ilatorennsie mytarnuy STING akTUBUPYIOT ITyTh, NMPUBOOSIINI K
TpaHckpuniuu IFNB1 MOBBILIEHHOMY YPOBHIO €ro B CbhIBOPOTKE Y TIOBBIIIEHHOMY
dhocdhopmnuposanmio STAT-1 B T u B iumdbornurax [44].

Cnonamnoxouapoaucimiasus (SPENCD)

3aboneBaHNe HACIEIyeTCs MO ayTOCOMHO-PEleCCMBHOMY THUITY, OOYCJIOBJIEHO MyTalyeil B reHe
ACP5, xoqupyloIleM yCTOMUMBYIO K TapTpaTy IenouHyio docdarasdy, koropas gedocdommpupyer
M MHAKTUBUPYET OCTEOMOHTUH — LUTOKWH, PEeryJupyolluii kocreobpasoBaHue [45, 46].
OCTEOTIOHTUH  CIOCOOCTBYeT  TNPUKPEIVIEHUIO  OCTe06JacTOB M OCTEOKJIACTOB K
9KCTPALEJUTIONIIPHOMY MAaTPUKCY B IMIpoIiecce ocTeoreHe3a. Kpome TOro, OCTEONOHTUH HEOOXOAMM
minsg  TLR9-zaBucumoit npoaykumu IFNB pDC. Hanuume NOCTOSIHHO aKTMBMPOBAHHOIO
OCTEOINOHTVHA Y TALMEHTOB CO CIIOHAVIOHXOHAPOMMCIUIA3Meil 0OYC/IIOBIMBAET IOBBIIIEHNE
KOCTHOII pe3opouym 1 conpoBoskaaetcs runeprpoaykumeit IFNI Tumna [47].

ISG15 medunurt

IMpyunHOI 3ab0/eBaHMST SIBJISIETCSI ayTOCOMHO-pelecCHBHAsT MyTaius B reHe ISGI15, KOTOpPbIi
KOAVpPYeT YOUKBUTUMHOMOAOOHBI TipoTemH. IIpu orcyrctBum ISGl5 B KIeTKax CHMUKAETCS
KOJINUECTBO YOUKBUTUH-crienuduyeckoii mpore3sl 18 (USP18), uTO NpMBOAUT K YCUIEHUIO
cuHTe3a uHtepdepoHos I Tumna [48, 49].

Oebuuut yOMKBUTUH-crierndmuuecKoi mporeaspl 18

3aboseBaHye 00yCJIOBJIEHO ayTOCOMHO-PeLeCCMBHON MyTanyeit B reHe USP18, KOTOPbIii KOAUPYET
YOUKBUTHH-CITenduuecKkyo nmporeasy 18 [50]. Y6ukButuH-criennuduueckas nmporeasa 18 (USP18)
SIBJISIETCSI KJIIOUEBBIM HETaTMBHBIM PErylIsITOpoM Tepemauu curHaymoB IFN I Tuma, ee mebuuut
corpoBoskmaetcs runeprpoaykuyed IFN I tuma [51].

TpuxorenaTodHTEPUIECKUIT CHUHAPOM 2

3aboneBaHNe HACTeIyeTcs MO ayTOCOMHO-PelecCCMBHOMY THUITY, OOYCJIOBJIEHO MyTalyeil B TreHe
SKIV2L, koropsiit kogupyet 6enku SKI2 u SKI3, obpasyromue komriuiekc SKI8. Kommieke SKI8
SIBJISIETCS KOAaKTOPOM IIMTO30JIbHOI 3K30COMBbI, YUaBCTBYIOIEH B Jerpajauyuy abeppaHTHBIX
mosnekyn MPHK [52-54].

1.3 nuaeMuoaorusa

VuTepdepoHonaTm SBISIIOTCST PEIKOI MaTOIOTHel, X BCTpeuaeMocCTh BapbupyeT oT 1:10000 mo
1:1000000 uesnoBek. ITo maHHBIM JIMTEpATYpbl HaMbOIee YaCTO BCTPEUYAETCS CMHIPOM AjiKapmu-
T'yrbepeca [55]. YacTora HemaBHO ONMMCAHHBIX 3aboneBaHuit (HanpumMep, PRAAS2) He momiexut
II0LCYeTy, TaKye CIydyay B IMTepaType Ha CeromHsIIHNI AeHb eIHUYHbIe [36].

1.4 Kopuposanue no MKB 10
IOpyrue ummyHoznednumutsl (D84):

D84.8 - [IpyrMe YyTOYHEHHble WMMYHOAEeMUIIMTHbIE HapyIIeHUs (HAHHBI KOI TaKke
ucnonb3dyetcss B KP- [TepBUUHBIE MMMyHOmebUIUT - X-CleIUIeHHbI JuMdomrpondepaTUBHBIN
cuHapoM 1 KP o BpOKIeHHOV HETPOIIEHUN).

1.5 Knaccuduranus




OduimaapbHO  MPUHSITOI

KJIaccupuranmm

AYTOBOCIIAJIMTEJIbHBIX CMHAPOMOB, a

I/IHTepCl)epOHOHaTI/If/'I, B HaCTosdllee Bpemd, He CYIIeCTBYeT. O,ZLHHKO, ncxonss "3 WM3BECTHBIX

MeXaHMU3MOB pPa3BUTHUA

3a00j1eBaHu,

KIVMHUYECKUX  TPOSIBJIEHUIE U 3(PGHEKTUBHOCTU

IaTOreHeTUYeCKoli Teparuy, B MEKIYHAPOIHBIX MyOIMKALVMSIX MOHOTeHHbIe MHTephepOHOIaTUn
JIeJISITCS Ha CJIeAYIolMe TOArpyIIbl (Tabm.2) [47, 56-61]:

Tabmuia 2. Knaccuduranyst MOHOTeHHbBIX GOpM MHTepPGhEepOHOIIaTHiA.

3abonesaHue

[eH/reHbl

cnnapom Arkapan-Iyteepec (AGS)

TREX1, RNASEH2B, RNASEH2C, RNASEH2A, SANHD, ADAR,
H.

IFIH1

CuHApoM CUHIrNTOH-MepTeHa (SMS)

IFIH1, DDX58

MpoTeocoM-accounmnpoBaHHbIil nepuoanyecknii cuHapom (PRAAS)

PSMB4, PSMB3, PSMB8, PSMB, POMP

STING-accouMmpoBaHHbIN BacKynMT C HayanoM B MJajeH4yecTBe TMEM173
(SAVI)

CrnoHannoxoHapoavcnnasus (SPENCD) ACP5
ISG15 peduumt ISG15
USP18 peduunt (ncesno-TORCH cnHapom) USP18
TpuxorenaToaHTEPUUECKUA CUHAPOM 2 SKIV2L

1.6 KnuHu4yeckasi KapTUHa

Knuandeckast xapakTepucTuka MHTeppepoHOnaTuii oueHb pa3HOOOpPa3Ha, HO MOKHO BBIJIEIUTH
TIPOSIBIIEHNST, XapaKTepHbIe [IJIST TOM MM MHOV HO30JIOTUM, OHM CyMMMPOBaHbI B Tabmuie 3 [47,

56, 60-62]:

Ta6muia 3. Knmandeckas xapakrepucTuka naHTepdepoHonaTmii.

3abonesaHune

OCHOBHble nposiBneHuns

Cunapom Aikapan-rytbepec (AGS)

SHuedanonat1s, MbllieYyHas AUCTOHMS, MUKpouedanus, Kkanbuudukaums 6asanbHbiX
raHrnves B BeLlecTBe roj0BHOrO Mo3ra, CyAOPOru, fMxopadka, NoBbilleHe OCTpodhazosbix
MapKepoB KpOBW, LIMTOMEHWUs, MOBbIEHWE YPOBHS WHTepdhepoHa a B CNMHHO-MO3roBOM
XKUAKOCTU

CuHapoM CuHrnToH-MepTeHa (SMS)

Kap,qlAOBaCKy}'lﬂprle 3aboneBaHusa C Ka}'IbLlI/Id)VIKaLLVIeﬁ aopThbl, ocTeonopeTuyeckune
nposiBfeHns, 3ybHble 1 CKeneTHble aHOManumn, NCoOpUaTUHECKOEe NopaxeHne KOXun

MpoTeocoM-accoLMmMpoBaHHbIit
nepuoaunyeckuii cuHapom (PRAAS)

DpUTEMaTO3HOE MOPaXEHWEe KOXMW, MaHHWKYAWUT, NUNOAUCTPOdUS, apTpUTbl C pasBUTUEM
KOHTPaKTyp CyCTaBoOB, MMANrus, renatomeranus, CriieHoMeranvs, kanbumpukaumns 6asanbHbix
raHrMeB B BELLECTBE rOMIOBHOMO MO3ra, JMXOpafKa, MoBblleHWe OocTpohasoBbiX MapKepos
KpOBU

STING-accoumMmMpoBaHHbIN BacKkynuT ¢
Hayanom B MnaaeH4yectse (SAVI)

BackynonaTtus ¢ hOpMUpOBaHWE AWCTaNbHOW FaHrpeHbl, HEKPO30B, 3PUTEMATO3HAs ChiMb Ha
NLe, KOHUMKE HOCA, YLIHbIX PAKOBWUHAX, MHTEpPCTULManbHas 60Me3Hb Nerkvux, apTpanrus,
nuxopagka

CnoHannoxoHapoaucnnasus (SPENCD)

CI'IOH,ClVIﬂOMeTaCbMBapHaﬂ Aancnnasnga, HU3KOpPOC/OCTb, Ka}'IbLLI/ICbVIKaLLVIﬂ 6a3anbHbIX raHrMes B

BELECTBE TOMIOBHOrO MO3ra, apTponaTusi, TPOMOOUWUTOMEHWS, AedULUMUT KNETOYHOrO W
ryMOpanbHOro 3BeHa UMMyHWUTETa
ISG15 ageduumnt Kanbundukaums 6asanbHbiX raHrAMeB B  BeWecTBe rOJ0BHOrO  Mo3ra,  CyAoporu,

MuKobaKTepuanbHble MHdeKLUn

USP18
CUHAPOM)

Aeduunt (ncesno-TORCH

KDOBOMBI'IVIHHVIG n KaJ'IbLlI/IqJI/IKaLLVIﬂ B ro21I0OBHOM MO3re, renatomeranus, TpOM6OLLl/ITOI'IeHI/Iﬂ

TpUXOrenaToaHTEPUYECKUIA CUHAPOM 2

BoasHucTas anapes, TOMKWE CryTaHHblIe BOSIOChI, MOPaXeHWe NevyeHn, yMCTBEHHas OTCTanocTb

TaKXKe




2. InarHoCTMUKa

2.1 J)Kano06sl ¥ aHaMHe3

¢ PekoMeHAyeTCsI BCeM IMallieHTaM C MOAO03peHMeM Ha MHTepdepoHonaTuio I Tuma mpu céope
aHaMHe3a ¥ Kajo06 y malyeHTa Wi ero poauTesei s BepuduKkanyuy gMariosa HeooXomumMo
BBISIBUTH [47, 56, 60-62]:

* HaJMuMe Mocjae POKIEHUS CUMITOMOB, HATIOMMHAIOIIUX TeYeHV e BHYTPUYTPOOHOI MHEKINH,
TIPU OTCYTCTBUM TAa60PATOPHOTO MOATBEPKAEHNS TAKOBOIA;

e Hanuuue cuMITOMOB yrHeTeHMs1 LIHC B miepBbie CyTKM MOC/IE POKIEHMS ;

e 3aMe[/IeHe, OCTAHOBKY, Perpecc HepBHO-IICUXMYECKOTO Pa3BUTHSI, OTCTaBaHMe B (GU3NIECKOM
PasBUTUM, TJIOXOJ aIlIETUT U 6€CITOKOITHBIN COH;

* TPUOBPETEHHYIO MPOrPeCcCUPYIOITYI0 MUKpOIedannio;

e Ha/JMUMe CIacTUYeCKUX ape30B, MbILIEYHOM TUIIOTOHUM, CYLOPOSKHBIX SMTM300B;

* SMM30OMUYECKME TIOABEMbI TEMIIEpAaTypbl M0 (eOpUIbHbIX 3HAUYEHUI JIMOO CTONKYIO
Ccy06de6pMIIbHYIO TMXOPAIKY;

® CBITIb C IPEeUMYIeCTBEHHBIM ITOpaskeHMsI KOKU TajIblleB PyK, HOT, MOYEK YIIei

e nuapes;

* JMCKIIOUNTH remo6iacto3, CKB, [IM, PA, BUY-uHbeKLuio.

VpoBeHsb yoenuTenbHOCTH pekoMeHanuii C (YypoBeHb JOCTOBEPHOCTH JOKA3aTelIbCTB — 4)

Kommenrapum: [Ipu c6ope cemeliHoz0 aHamHe3a He0OGX00UMO 06pamume HUMAHUE HA HAIU4ue 8
ceMbe  UMMYHOJI02UYECKUX, PesMamosiozuueckux, Heaposozuueckux 3aboneganuti. O6s3amesieH
nodpo6HbLii onpoc podumeneti HA HAIUYUE CUMNIMOMOG 3a00/1e6aHUS Y HUX, d MAaki#e y cubCcos.

2.2 ®dusuKanbHOe 06C/Ie0BaHMe

¢ PekomeHAyeTcsi BceM TIallMeHTaM C IOofo3peHMeM Ha uHTepdepoHomatuio 1 Tuma mps
BepuduKauyuyM IuarHosa naiyeHTa TIIaTeJbHO OCMAaTpPUBaTh KOXKHbIE TTOKPOBBI, OMPeNessiTh
MBIIIEYHBI/i TOHYC, CYCTaBHOV CMHIPOM, WCCIeA0BaTb HEPBHYIO CUCTEMY C OLIeHKOM’
TICMXOMOTOPHOTO U (Gu3nueckoro passutus. Ob6s3aTeNbHO MPOBefeHe TepMmomeTpun [47, 56,
60-62].

VpoBeHBb yoeauTensHOCTH pekoMeHaanuii C (YpOBeHb JOCTOBEPHOCTU I0KA3aTeNbCTB — 4)
KommeHTapun:

1. Ouenka ¢pusuueckozo paseumus - demu Mmozym 0mcmasams 8 Guauueckom U NCUXOMOMOPHOM
passumuu. Mukpoyedanus.

2. Tepmomempus - 803MONHO NOBbIUIEHLE MeMNepamypsl med.
3. OcMomp _KOMCHbIX NOKPOBOB - BANCHO 00paAmMume GHUMAHUE HA HAIUYUE KONCHBIX 6blCHINAHULL

€OCyoucmozo PpuCyHKa, paszsumus NOOKOMHO-HCUPOBOLI Kaemuamku, HAAuYue NposeieHui
NAHHUKYIUMA, 2aHepeHsl, HeKpo3d. Jlunoducmpodus eepxHeli NOJOBUHbI MYJI08ULIA XAPAKMEPHAs
07151 Npomeacom-accoyuuposaHHoz0 aymosocnaiumensHozo cuHopoma (PRAASI, PRAAS3-4).
TpusHaku eackynuma, Hekposa xapakmepusl ona cuHopoma SAVI, a maxxce 075 npomeacom-
accoyuuposaHHozo aymosocnaiumensHozo cuHopoma 2 muna. Ilcopuamuueckuli depmamum
Moxcerm ecmpeuamscst npu cuHopome Atikapou-I'ymeepec u cunopome CunenmoHa- MepmeHa.

4. Bonocsl — 071 hayueHdmos ¢ mpuxo2enamodHmepuyeckum CUHOPOMOM XapakmepHsl JIOMKUE
CnymauHsle 80J10CHl.

5. OyeHKa onopHo-08u2amMeNbH020 annapama — apmpaieus, apmpum ¢ pazeumuem KOHMpakmypol
cycmasos, 3y0Hble U CKeJlemHble aHOMAAuu, muaieus. Jucniaszust KOCMHOU MKaHu eécmpeuaemcs
npu SPENCD cungpome. IlopakeHne cycTaBoB yaie BcTpeuvaetcs: ipy SMS, PRAAS (kpome
PRAAS2)/

6. [Ianvnayus epynn nepugepuyeckux JUumM@oyanos — HeobxXo0umo oyeHums pasmepsl, KOHCUCIMEHUUO,
60J1e3HeHHOCMb  nepugepuueckux JUM@Oy3Ji08, 603MOXCHO pdazeumue JOKANUZ08AHHOU UaU
2eHepanu308aHHoll JumpoadeHonamuu.

7. Hanvnayus ceneseHku — 8vlssjeHue cniaeHomezanuu. Yauje ecmpeuaemcs npu AGS, PRAAS.

8. [lanvnayus neueHu — 8wvisisyieHue 2enamomezanuu. Yawe scmpeuaemcs npu AGS, PRAAS.

9. OyeHKa yeHmpansHoli HePBHOU cucmemsl — OUAZHOCMUKA YMCIMBEHHOU 0mCcmaiocmu, MoluleyHol
ducmoHuu, 3Hyeganonamuu, cydopoe. Haubonee uacmo Hesposo2UUeCKass CUMNMOMAMUKa




conposoxcdaem curopom Alikapou-I'ymeepec.
2.3 JlabopaTopHas AMarHOCTUKA

¢ PekomMeHAyeTCs BCEM IMAIMEHTAM C TIOJ03PEHNEM Ha MHTePGhEPOHOaTHIO I TUIIa BBITIOTHUTD
O0IIMIT aHaAIM3 KPOBM C 1LIeJIbI0 OIpeNe/eHusl TSKeCT TeUeHusl MHTeppepoHonaTuy (Haauuue
JIeMIKOLIMTO3a, TpoMOOLMTOIIeHH, yckoperHast CO2) [60, 61].

VpoBeHsb yoenuTeIsHOCTU pekoMeHaanuii C (YypOBEeHb JOCTOBEPHOCTHU JI0KA3aTe/NIbCTB — 4)

Kommenrapumu: L{umoneHus (mpomOoyumoneHus, HelimponeHus, aHemusl) MOxcem 6Cmpeuamaocs
npu curopome Atikapou-I'ymvepec, PRAAS2, SPENCD, ncegdo-TORCH cuHopoMm.

¢ PexomeHAyeTcs1 BceM MallieHTaM C Moo3peHreM Ha MHTepdepoHonaTuio I Tuma BhIMOTHUTD
OMOXMMMUUYECKNIT aHaIM3 KPOBU C 00sI3aTeNbHBIM MCCAeLOBaHMeM 006Iiero 6eaKa, MOUYEBIMHbI,
KpeaTuHuHa, 6unupy6una, AnaT, AcaT, JIAT, LD, r1i0K03bl, aMuUIa3bl, JIMIIa3bl, XOJeCTepUHA C
LIeJIbI0 OTIpeNeNeHns] TSDKeCTM TedeHUS] MHTePGhEepOHONATUNM BBISBIEHUSI COITyTCTBYIOLIE
MaTOJIOTUHA.

VpoBeHb yoenuTeabHOCTH pekoMeHanuii C (YypoBeHb JOCTOBEPHOCTH JOKa3aTe/lIbCTB — 4)

¢ PekomeHayeTcss BceM TaluMeHTaM C uHTepdepoHomatueit [ Tuma wmccaemoBaHue
ChIBOPOTOYHBIX MMMYHOITIOOYAMHOB KpoBu (IgG, IgA, IgM), mmmyHOdeHOTUNTMpPOBaHUE
JUMQOLIUTOB, C I[€JIbI0 OLIEHKM MMMYHHOTO cTaTyca [60, 61].

VYpoBeHb YoeauTeIbHOCTY peKkoMeHAauuii C (YypoOBeHb JOCTOBEPHOCTH JOKa3aTEeIbCTB — 4)

¢ PekomeHAyeTcsl BceM MalyeHTaM ¢ MHTepdepoHoraTueii I Tuma ornpeneneHne ayTOaHTUTEN
(AH®, anturtena k gsycrnmpanbHoit HOHK, Sm anTturen, LUK, AHIIA) KOMIOHEHTbI
komrutimenTa (C3, C4), ypoBeHb C-peakTUBHOTO GeJika [IJIsl OTipeie/ieHNsT YPOBHSI ayTOaHTUTET
C LIeIBI0 VICKJTIOUEeHNST VIV TIONTBEPsKAeHNST ayTOMMMYHHOII arpeccunu [26, 45, 46, 59, 63].

VpoBeHb yoeauUTeNbHOCTY pekoMmeHaanmii C (YpOBeHb JOCTOBEPHOCTH OKA3aTEIbCTB — 3)

e PekomeHayeTcss BceM MalyeHTaM C MOAO3PeHMEM Ha WHTeP(HEPOHOIMATUIO OIpefeeHue
uHTepdepoHOBOTO cTaTyca (MHTEpdepoHns! I Tuma) [47].

VpoBeHb yoeaquTeIbHOCTY pekoMeHaanmii C (ypoBeHb JOCTOBEPHOCTH TOKa3aTe/IbCTB — 4)

e PekomeHayeTcs1 BCeM TalMeHTaM C CUHAPOMOM Alikapau-I'yTeepeca TmpoBeneHMe
JmoM6OanbHOV TyHKIMM (JITII) ¢ 1esblo OlleHKM MOP(OIOrMueckoro CocraBa JMKBOpA — IpU
IOCTAaHOBKE [MarHosa, Aajee IO HEOOXOOMMOCTM, a TakkKe ornpexaeneHue ypoBHs IFNa B
CIITHHOMO3TOBO XUAKOCTU [64, 68].

VpoBeHb yoeauTeIbHOCTU pekoMeHaanuii C (YypoOBeHb JOCTOBEPHOCTHU JI0Ka3aTe/IbCTB — 3)

Kommenrapwum: IIpu yumonozuueckom uccied08aHul 803MOoxHO onpedesneHue aumpoyumo3sa 0o 200
kn/mm3. Co epemeHeM nNpoucxooum CHUMCEHUEe YUucaa Jaum@oyumos, 00HAKO UYUumo3 Moxem
COXpAaHsmMbCsl Ha hpomsiieHuu MHozux jem. Ha panHux cmadusix 3abonesanust Moxcem onpeoensimaucs
HOPMAJbHBILL KJIEMOUHblll cocmag JuKeopa npu nosvtieHHoll koHyenmpayuu IFNa. HopmansHoe
codepycarue IFNa <2 ME/mn. Haubonsuwias akmusHocms IFNa 8 nukeope onpedensemcs HA PAHHUX
cmadusix 3a6071e8aHust U 00bIUHO 8bllle, UeM 8 hepuepureckoli Kposu.

¢ PekomMeHAyeTCs MPOBeIeHNE MOJIEKY/ISIPHO-TeHETMYECKOTO 00C/IeIOBaHMsI BCEM ITaIlieHTaM C
MOJO3peHMeM Ha MHTepdepoHOmaTuio I Tuma mas BepudMKalUMKM OMArHosa IIPOBeIeHMe
cekBeHMpoBaHMS HoBoro TokoneHuss (NGS) - TapreTHas TMaHe/lb C BK/IIOUEHUEM
BbIIIEyKa3aHHbIX T€HOB WJIM TIOJTHO9K30MHOe cekBeHnpoBanue [10, 25, 34, 36, 59, 61, 69].

YpoBeHb YoeauTeIbHOCTY pekoMeHAauuii C (ypoBeHb JOCTOBEPHOCTH AOKa3aTEeIbCTB — 3)

Kommenrapumn: @akmop HACIEOCMEEHHOCMU MOXem NnoMoub 8 YCIMAaHO8JleHuu OuazHo3d.
Hanpumep, aymocomHo-0omuHaHmuas mymayus 6 zeme TMEMI173 sensemcs npuduHoll paseumust
STING-accoyuupogarHoti eackynonamuu (SAVI). Ecnu pebeHok 00JieH U y KO20-MO0 U3 UNEHO8 CeMbll
ecms NPU3HAKU 8ACKYIUMA, NOPAXCEHUS. JIe2KUX ACCOYUUPOBAHHbIX ¢ Mymayuell 8 2eHe TMEMI173,
ciedyem npednonoxcumes Haauuue mymayuu 8 ceHe TMEMI73 u nposecmu MOJIEKYJISIPHO-
2eHemuueckoe uccnedosaHue 8 nepavle mecsiyvsl xusHu. Hanpomus, y nayueHmos ¢ 3a607e8aHusmu,



KOmopble HACAeOyomcss No aymoCcOMHO-peueccusHomMy muny, Hanpumep, uHmepgepoHonamus 8
cnedcmeuu mymayuti e zeHax RNASEH2B, RNASEH2C, RNASEH2A, SAHD1 u dpyaux, 006iuH0 0uazHo3
obHapywugaemcss cpedu uneHo8 cembu enepevle. KnuHuueckue OaHHble, YyKa3vleamwjue Ha
CUHOPOMABHYI0 NAMoNo2uio, y 0AHHO20 NAyUueHma Mozym nomous onpedenums, Kakoli UMEHHO 2eH
cmoum npoeepums 6 nepsylo ouepeds. Hanpumep, ecau pebexka OGecnokoum Juxopaoxa
HeuHpeKYUuoHHOU npupodsl, ecms npusHaku nopaxenus ITHC, mo, credyem 6 naaH 006c1e008aHust
8KJIIOUUIND 2€Hbl, OMeeuarnuiue 3a pazeumue cuHopoma Atikapou-I'ymeepec.

2.4 VIlncTpyMeHTalnbHasA JUAarHOCTUKA

¢ PerkomMeHAyeTCs1 IIPOBENEHME YAbTPA3BYKOBOTO MccmenoBanus (Y3U) OPIOIIHOI IIOOCTH,
TojYeK, BceM TalMeHTaM C TMoJ0o3peHreM Ha uHTepdepoHonatuio [ tuma mis Bepuduranym
nuarHosa [60, 61].

KommenTapun: npu Y3 uccnedogauuu OpiowHOl NOAOCMU, NOYeK B03MONCHO onpedeseHue
yeesuueHue neuetu, Cee3eHKU, Me3eHmMepUanbHbiX IUMpOY3/108, NAMON02UI NOUEK.

VpoBeHb yoenuTeabHOCTH pekoMeHanuii C (YypoBeHb JOCTOBEPHOCTH JOKA3aTe/lIbCTB — 4)

¢ PekomeHAyeTcs MPOBeIeHNe MalliieHTaM KoMIbioTepHoii Tomorpaduu (KT) 1/mamM MarHUTHO-
pe3oHaHcHYI0 ToMorpaduio (MPT) ronoBHOro Mo3ra i HeiipoBU3YyaIM3aluy U OTIPeesIeHNsT
IaTOJIOTUYeCKUX OTKIIOHeHUI [68].

KommenTapun: npu KT uccnedosanuu 603MO#HO onpedesieHue Kanvyugukamos, uauje 6cezo
JIOKANU3yrnuwjuxcs 6 0a3anvHulx 2aH2IUsIX, 0COO0eHHO OnedHoz0 wapa, obiaacmu manamyca,
nepuseHmMpukyaspHolx obnacmsx. Ilpu MPT ucciedosaHuu oyeHus8aomcs usmeHeHus 0en020
seujecmea, ampogus eeujecmsa 20708H020 M032d, KOMOpas Moxcem Ovimb hpozpeccupyrouwjeli;
ampogus mo3sxeuka u ampogus cmeona 2071086H020 M032d, 08YXCMOPOHHULI NosOCAmolli HEKPO3 U
8HympuyepebpanbHas 8acKy10namusl.

YpoBeHb YoeauTeIbHOCTY pekoMeHAanuii C (YypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4)

¢ PexkomeHpayeTcst npoBeneHue KT opraHoB IpyAHOJ K/IETKM, OPraHOB OPIOIIHO¥ ITOJOCTU C
KOHTDPACTHBIM YCMUJIeHMeM BCceM MaleHTaM C MHTepdepoHomnaTtueit I Tuna mus Bepudukaumum
nuarHosa [60, 61].

KommenTapuu: npu KT uccnedos8anuu 803MONCHO 8bisejieHUe UH(PEKUUOHHBIX 0Ua208, NOPAXEHUE
cocydo8 (Hanpumep, auespusma), Jaum@ponpoirudepayuu, a maxxe ¢ UeAbl0  UCKTIOUEHUS
HeonJIacmuuecko2o/napaHeoniacmuuecko20 CuHopoma.

VpoBeHsb yoeauTeIbHOCTU pekoMeHaanuii C (YypOBEeHb JOCTOBEPHOCTHU JI0Ka3aTe/NIbCTB — 4)



3. Jleuenue

3.1 KoHcepBaTUBHOE JIeueHUe

Yemkux anzopummos JjieueHusi nayueHmos ¢ uHmep(bepOHonamu.qmu I muna e H(ZCTYZO}NMLH:Z MOMeHmMm
He pa3pa6omaHo 66u0y: peakoﬁ ecmpeuaemocmu nayueHmos u OmHoOCcumeslbHo HedasHez20 Bbls181E€HUS
OoJIblUUHCIEA MOJIEKYJIAPHbIX NPUYUH 3(160]166(1HUH,’ ycmoﬁuueocmu K mpa(')uuuormbuvz Memodam
npomueosocnajiumesibHo20 JieueHusl.

¢ PekomeHAayeTcs1 MalyeHTaM C MHTepdepoHomnartueii I Tuma rtepanus uHrubmuropom JAK
KuHasbl [79, 81-84].

VpoBeHsb yoenuTesHOCTU pekoMeHanuii C (YypOBEeHb JOCTOBEPHOCTHU JIOKA3aTe/IbCTB — 3)

KommenTapuu: uHeubumop JAKkuHaswl npumensemcs 6 dose 0,3-1 me/ke/cym 8 4-5 npuemos, 8
mabnemuposaHHom 8ude No0 KOHMponem nokazameneli Kposu, CaMouyecmeus nayueHmad.
Cmapmoseass 0o3a Ona #mogayumunuba™  u  #pykconumunuba™*  0,5me/ke/cymku,  Ons
#oapuyumunuba 0,3me/ke/cymku. Ilpu HedocmamouHoli 3pdekmusHocmu uepe3 1 Hedenw
npuMeHeHus npenapama pekoMeHO08aHO yeenuueHue 003bl N00 KOHMpoJeM hokasamesell Kposu
(o6wuli ananus Kposu, GUOXUMUS Kposu), obuezo camouyecmeusi nayuenma. IlodobpanHas 0osa u
pexum 88e0eHUs UCNOIb3yemcs OIUMesbHO (NOHU3HEHHO).

¢ PekoMeHAyeTcs TalyeHTaM C uHTepdepoHomatueit [ Tuma Tepamyusi MOHOKJIOHATbHBIMU
aHTUTeIaMM K UHTepdepoHy anbda - #cudammmymadb u IFNAR - #anudpomymab mpu
oTcyTcTBUM 3 PeKTUBHOCTYU Tepanun MHrMbuTopom JAKkuHa3si [85,86].

VpoBeHb yoeaqUTEeIbHOCTY PeKOMeHanuii A (YpoBeHb JOCTOBEPHOCTH JOKAa3aTeIbCTB — 1)

KommeHTapuu: Bonpoc 0 HA3HAYEHUU MOHOKIOHAIbHBIX AHMUMeN K UHmepgepoHy o peluaemcs
UHOUBUOYANIbHO, C NpoBedeHUeM KOHCUIUYMA CNeyudaIucimos, ¢ yuermom cmeneHu 6ulparceHHocmu
namoJsiozuu co CMopoHsl Opy2ux 0p2aHos u cucmem. Y nayueHmos ¢ paHHum 0e6romom 3aboie8aHus,
MANCENBIMU HEBPONOUUECKUMU PACCMPOLCMeamu, He NOayuanuux namozeHemuueckyo mepanuio,
NJI0X0ll NPO2ZHO3 C BBICOKUM PUCKOM CMepmu Ha nepeom 200y xcusHu. Ipenapamst 8 PD He
3ape2ucmpuposasl.

¢ PekomeHayeTcs maiyeHTaM C MHTepdepoHonaTuei I Tima KopoTkuii Kypc tepanuu I'KC mpu
YXYZALIeHNY COCTOSIHUS UJIU C Le/IbI0 KyIIMPOBAaHMS OCHOBHBIX IIPOSIBJIeHUI [73].

VpoBeHsb yoenuTeIsHOCTU pekoMeHaanuii C (YypOBeHb JOCTOBEPHOCTH JI0Ka3aTe/IbCTB — 3)

Kommenrapum: 6bicokue 003vt  #[KC**  (1-2me2/ke/cymKu  h0o  npeodHU3070HY™ ™)  mozym
KpamKo8peMeHHO  YAyuwums KIUHUYECKY0 U J1ab0pamopHyilo KApmuHy y nayueHma c
unmepgeporonamueti I muna, Ho 8n0c1e0CMBUU JieueHUe CMAHOBUMCS NOJHOCMbI0 He3(heKkmuHbIM.

¢ PekomeHAayeTcs TainyeHTaM ¢ MHTepdepoHomaTusmMu | Tuma Tepamnus mHruburopom MUJI6 B
KauecTBe KOMOMHauuu ¢ wuHrM6uTopom JAKKMHA3bl, MOHOTepamusi uHrunbutopa W6
HepocraTtouHa addextuBHa [44, 70-73].

KommenTapuu: y nayueHmos ¢ cuHopomom PRAAS (CANDLE) na mepanuu uHzubumopom HJI6
(#moyunusyma6**) @ dose 8-12 mez/ke/eeederue 8 pexcume Kaxdvle 2-4 Hedenu Habaodaemcs
yayuuieHue 1abopamopHsix nokazameneli Kposu ¢ COXpaHeHuem 0CMaibHbIX NposeeHull 3a001e8aHUs
[74, 75].

VpoBeHb yoeauTeIbHOCTU pekoMeHanuii C (YypOBeHb JOCTOBEPHOCTHU JI0Ka3aTe/IbCTB — 4)

¢ PerkomMeHAyeTcs TMalMieHTaM C MHTepdepoHomaTtusiMu I Tuma Tepanust #puTykcumabom™** B
KayecTBe KOMOMHamuu ¢ wuHrMouTopoMm JAKKMHA3bl, B CBSI3M C He3DHEKTUBHOCTHIO

MOHOTepanuu #purykcumabom™* [44, 70-73].
VpoBeHb yoeauTeIbHOCTY pekoMeHaanyii C (ypoBeHb JOCTOBEPHOCTH TOKA3aTe/IbCTB — 4)

KoMmMeHTapuu: y hayueHmos ¢ uHmepgeporonamusimu I muna ¢ 8bIpareHHsIMU aymoumMMyHHbIMU
NpossaeHUSMU (NOJIOHUMENBHBIT MUmp cneyupuueckux aymoanmumer, 2unepzammaziodyauHemMusl)
8 Kauecmae 0ONONHUMENbHOL Mmepanuu pPeKoMeHO08aHO NPUMEHEHUE XUMEPHbIX MOHOKIOHAIbHBIX



aHnmume, obnadanwux cneyuguuHocmoto Kk CD20 anmuzery 6 0o3e 375me/M2/Hedento 8 meueHue 4
Hedens [76].

¢ He pekoMeHayeTcCs Tepanusl #KOJIXUIIMHOM (He 3aperucTpupoBaH B PD), #azaTmonmpmHOM™*,
#MmeTtoTpekcaToM™**,  #mukinodochammumom™*, mpermapaTaMyu = MUKO(GEHOIOBOW  KUCIOTHI,
nHrnbutopamu ®HO, narnbéutopamu WI1 nmanyeHTaM ¢ MHTepdepoHOnaTusiMu I Turia B CBSI3U
¢ ux HeapbeKTuBHOCTbIO [44, 70-73].

VpoBeHb yoeauTeIbHOCTY pekoMeHganmii D (ypoBeHb JOCTOBEPHOCTH TOKa3aTe/IbCTB — 4)



4. PeaOunuranus

e CommanpHas ¥ IICUXOJIOTMYECKass peabuMauTanus PeKOMEHJIyeTcsI BCeM TalMieHTam C
MHTep(PEePOHONATUSIMIU C LIEbI0 YIyYIIeHMs KauecTBa KU3HU UM BO3MOXKHOCTM COLMAIbHO
ajarnranyuy B 00IIeCTBe, a TakKe MHIAMBUAYAIbHBIN KypC peabyIMTallIOHHBIX MEPOTIPUSTUA,
BKI/TIOYAIOIINIA PU3MOTEpaInio, Teue6Hy0 GU3KyIbTypy, Maccax [69].

VpoBeHb yoeauTeIbHOCT pekoMeHaanyii C (ypoBeHb JOCTOBEPHOCTH I0Ka3aTe/IbCTB — 3)
KommeHTapumn:

o B03MOXHOCMb NpedbléaHus 8 0P2aHU308AHHOM KOJIIeKMuUse — Nocie n0060pa 003vl U nosiydeHus

cmabunbHozo 3(gekma om npogodumoli mepanuu ¢ pazeumuem JeKAPCMBEHHOU pemuccuu,
ozpanuyeHuti ons npeGvl8aHUsl 8 0eMCcKOM KoLleKmuee Hem.
Jazepe — npu cmabunbHoOM I dexme om npogodumoli mepanuu unu J1eKapcmeeHHoll pemuccuu, 8
nodobpaxHoli 0o3e ozpaHuueHuill ons nymeuiecmeuii Hem. B Opyzux ciyuasx ozpavuieHus mozym
0blmb 00YC108J1€HbI HEBPONO2UUECKUM, (U3UUECKUM, A MAKHEe KIUHUKO-TA60PAMOPHbIM CMamycom
nayuenma.

e B03MO}CHOCMb HA2PY30K U 3aHAMuii cnopmom — B cocmosiHuu OnumesnsHol JiekapcmeeHHol
pemuccuu  ¢usuueckue  Hazpyku — onpedensem  epau-peadUIUMoON0z,  HAZPY3KU ~ He
npomueonoKasaHol.

o Bouibop npodeccuu — 6 3asucUMOCMmU 0Mm CMeneHu 8blpa}eHHOCmuU 3a6oesanus (msaxecmu
NpossJieHUs), 6peMeHU HaUdld NamozeHemuueckoli mepanuu u 0meemad Ha nposoouUMylo mepanuio,
(usuueckux u uHmMeNNeKMyanbHslx CNOCO6HOCMell 3asucum evi6op 6ydyuieti npogeccuu.



5. IIpodunakruka

¢ PekomMeHZAyeTCs BCEM MalllieHTaM C MHTepdepoHonaTueit I Tma gucriaHcepHoe HabomeHne
nenyuaTpa/TeparneBTa 0 MeCTy KUTEIbCTBA C LeIbl0 OLEHKM COCTOSIHUS 3[4,0POBbSI, KOHTPOJIS
TPOBOAMMOIi Tepanuu, OleHKM 3(PPeKTUBHOCTM Tepamnuu, Mocjiae Mmombéopa J03bI Iperapara
unrnburopa JAKkuHaser [87-89].

VpoBeHb yoeauTeIbHOCTH pekoMeHaanyii C (ypoBeHb JOCTOBEPHOCTH I0Ka3aTe/IbCTB — 4)

e PekomeHAayeTcs [JMCIIAHCEPHOE HAOIIOeHKe HeBpojora, remarosora, O0QTaabMOJIOTa,
oprorefa, MMMYHOJIOra BCEM TalMeHTaM ¢ uHTepdepoHomaTueil mociae Toadopa
MHIMBUAYATbHOI T03bI M KPAaTHOCTY BBeAEHMUs IpernapaTta uHrno6uropa JAKkuHasel, 1 pas B 1
rof, C I1ieJbl0 OIIEHKM COCTOSIHUSI 3[IOPOBbSI, KOHTPOJSI IMPOBOAMMON Teparuu, OLIeHKU
abdexruBHOCTYU Tepanuu. [Ipu o6ocTpeHmn, HeJoCTaTOUHOM b dekTMBHOCTY — Yaie [87-89].

VpoBeHb yoeauTeIbHOCTH pekoMeHzanuii C (ypoBeHb JOCTOBEPHOCTHU JI0Ka3aTe/IbCTB — 4)

e PekomeHayeTcs1 McCCaefOBaHME OOIIEro aHaaM3a KPOBU C TIOACYETOM JIEMKOIMTAPHOM
bopmymsl, orpenenenriem Tpombo1MTOB, COD BCceM mauyeHTaM ¢ HTepdepoHomnarueit I Tumna
Ha (oHe maToreHeTUYeCKOi Tepanuu nHrnbutTopom JAKkmHa3s! 1 pa3 B mecsir [60, 61].

Kommenrapuu: Ilpu  Heobxodumocmu  ucciedogadHue  nposodumcs — uawje (Ha  (oHe
HeMOmMuupo8aHHoll 1UxXopaoku, yXxyouleHus camouyscmausl).

VpoBeHb yoeaquTeIbHOCTY pekoMeHganmii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTe/IbCTB — 4)

¢ PekomMeHAyeTcs BCeM IIallieHTaM C MHTepdepoHomaTueil I Tuma IpoBedeHMe IJIAHOBOTO
OGUOXMMMUYECKOTO aHaIM3a KPOBU C 00sI3aTebHBIM MCCIeIOBaHNEM 00Iero 6eika, MOUEBUHBI,
KpeaTuHuHa, 6winpyouHa, AnaT, AcaT, JIAT, 1D, mioko3bl, amuiasa, juas3a, XoJIecTepuH,
Haxopsamumcst Ha Tepanyy JAK kuHassl 1 pa3 B 6 MecsilieB, TPy HE0OXOAMMOCTY Yallle, C b0
oneHKM 3pdbexkTBHOCTM Tepanuu [87-89].

VpoBeHsb yoenuTesHOCTU pekoMeHaanuii C (YypoOBeHb JOCTOBEPHOCTHU JI0Ka3aTe/IbCTB — 3)

e PekomeHyeTCs MPOBefeHe MHCTPYMEeHTaIbHbIX MeTonoB ucwienoBanms (KT, Y3U opraHoB
OPIOIIHOI TOJI0CTH, TToUeK, DXO-cepAlia, JeHCUTOMETPUS, peHTreHorpadus OpraHoOB I'PYIHOI
kietku, KT, MPT) BceM MaimyeHTaM C MHTepdepoHonaTueil I Tuma ¢ 1eabio OIeHKM OOIIEero
COCTOSTHUSI TIALIMEeHTA, HAIVYMSI T OTCYTCTBUSI XPOHUUECKUX ouaroB nHpekuny [87-89].

VpoBeHb yoeaquTeIbHOCT pekoMeHganyii C (ypoBeHb JOCTOBEPHOCTH JOKA3aTe/IbCTB — 4)
KommenTapun:

e OKI'- 1 pa3 e 200

e V3U 6prowHoti nonocmu, 9XO-cepoya — 1 pas 8 200

o PenmeeHozpagus 2pyoHoti knemku, KT, MPT — no nokasaHusm

¢ PekomeHayeTcs1 BCeM Mal[MeHTaM ¢ MHTepdepoHomnaTnei | Tuma nmpoBeieHre TepUOANIeCcKIX
KOHTPOJIbHBIX OCMOTPOB CITEIMAIMCTAMY CMEXKHbBIX CITeIIMaTbHOCTEN C I1eJIbI0 OLIEHKM OOIIEro
COCTOSIHMSI 3[IOPOBbsI TALIMEHTOB, B UYAaCTHOCTU [JIsl OLIEHKM COITyTCTBYIOLIEl TaTOJOTUM B
CcOCTaBe CMHIPOMabHO natonoruu [87-89].

YpoBeHb yoeauTeIbHOCTY pekoMeHaanuii C (ypoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB — 4)
KommenTapumn:

e Ocmomp epaua-Hesdposnoza — 1 pa3 e 200

e Ocmomp spaua-xupypza — 1 pas 8 200

e Ocmomp epaua- cmomamosioea — 1 pas 8 200 uiu no NOKA3AHUSM
e Ocmomp epaua-omonapuHezonoza — 1 pas e 200

o Ocmomp epaua-kapouonoza — 1 pas 8 200

e Ocmomp epaua-zacmpoaxHmeponoza — 1 pa3 6 200

e Ocmomp epaua-ogpmansmonoza — 1 pas e 200

e Ocmomp epaua-depmamonoza — 1 pas e 200



e Ocmomp epaua-opmoneda — 1 pa3 é 200
e Ocmomp epaua-zemamonoza — 1 pa3 8 200

Hpu Haiuuuu CLlHapOMaﬂbHOlj namosozuu 803MoxHa 6oJiee uacmas KOHCYybmauyus cneyuauaucmos, 8
3asucumocmu om nOKa3aHutl.

¢ PekomeHAyeTcsi BCeM TMal[MeHTaM C WHTepdepoHomaTueir [ Tuma npoBOOUTH MeOUKO-
reHeTHYeckoe KOHCY/IbTUPOBaHME [JisI O3HAKOMJIEHMSI CeMbM C BO3MOXHBIMU DPUCKAMU
pokmeHus: pebeHKa C [JAHHOM IMaTo/MoOTMei, O6CYKmeHMs BOIpoca IpeHaTaabHO/
MPeMMIUIaHTAI[MOHHON AVarHocTuky [44, 59, 61, 69].

VpoBeHb yoeauUTeNbHOCTY pekoMeHaanmii C (YpOBeHb JOCTOBEPHOCTH JOKA3aTENbCTB — 3)



6. lonmoHuTebHasAs MHGoOpMaIs, BAUIIONIas Ha
TeyeHye ¥ ¥ICXO0H 3a00/IeBaHus

Hicnonb3oBauus vHruouTopa JAK KuHa3bl Bo BpeMsi 6epeMeHHOCTH/ B IIePUOZ, JIaKTau

BesomacHocTh mpuMeHeHUS] MHIUMOUTOPOB JAKKMHA3bl Tpy OepeMeHHOCTM He WU3y4yeHa,
nHpopManuM HeIOCTAaTOYHO, IIOITOMY TIperapaT IIPOTMBOIIOKA3aH K TPUMEHEHUI0 IIpU
6epemenHocty [90].

BakuuHanus

BakuyHamus mpoBOAUTCS BCEM IAlIMEHTaM C MHTepdepoHomaTuei (ZeTsIM ¥ B3POCIbIM) IpU
IOCTYKEHUU KOHTPOJIST Hap 3aboyieBaHMEM. WuTepdepoHomaTun He  SIBJISIIOTCS
MPOTMBOMOKA3aHNeM [ BaKIMHALMM, BaKUMHALMIO CJeayeT MPOBOAUTh B COOTBETCTBUMU C
HaIMIOHaJIbHBIM KaJIeHJapeM BaKLHALVM, Ha (OHEe CTaOMIbHO COCTOSIHMS MAllMeHTa, OTCYTCTBUA
KaTapaJIbHbIX MTPOSIBJIEHNI, OTCYTCTBUM 0060CTPEHMSI XPOHUUECKMX 3a60/eBaHmii. PeKOMeH/I0BaHO
3amenuTh OTIB Ha UTIB. ITpoTuBOMOKa3aHmii 151 poBefeHus po6a MaHTy/[I1acKuH TecTa HeT.

7. Opranmusauus MeIJUIIMHCKOM ITOMOIIN

INokasanus AJis TJIAHOBOJV TOCIIUTAIN3aIUN:

1) OuHaMu4yecKuil KOHTPOIb 3a COCTOSSHMEM IIpM XPOHMYECKMX ouaraX MHOEKUUM, C IeJbi0
TIPOBEIeHNUST MHCTPYMEHTATbHBIX METOLOB MCCIeI0BAHMS, 110 MTOKa3aHMSIM (OPOHX0aTbBEOJISIPHBIN
JIaBak, KoMIbloTepHas Tomorpadust, MPT rooBHOTO M0O3Ta, JIIOMOaTbHAsT ITYHKIIVS U T.1I.);

2) Tlombop mO3bI M YaCTOTHI BBemeHMs MHTMOUTOpa JAKKMHA3HI;

3) HemocTtaTouHast 9(PGeKTUBHOCTh WM HeI(PGhEeKTUBHOCTh IMPOBOAMMOI Tepanuyu UMHIUMOGUTOPOM
JAKkuHas3bI;

ITokazaHus AJ1s1 3KCTPEHHOV TOCIIUTATU3 AN :

1) ®ebpunbHas MXopaaKa 6e3 nHMEKIMOHHOTO ovyara Ha (hoHe MpOBOAMMOII Tepanun;
2) mporpeccupyolas IUTOMEeHNS ;

3) mporpeccupoBaHyie HEBPOJIOTMUECKON CUMIITOMATUKN, CYTOPOTH.

IToka3aHMs K BBIMMCKE MMAIMEHTAa U3 CTalliOHapa:

1) CTabmam3aLmst COCTOSIHMUS;

2) OKOHYaHMe TJITAHOBOTO 00C/IeIOBAHNS ;

3) [om60p [O3bI ¥ KPAaTHOCTY BBemeHMs: MHTOuTOopa JAKKHA3HI.



KpMTepI/IM OL€HKM KauyeCTBa MQ,Z[I/IH,I/IHCKOﬁ

IIOMOIIM

Ne Kputepun kauecrsa YpoBeHb YposeHb
AOCTOBEPHOCTH y6eautenbHoCTH
AoKa3aTeNbCTB pekoMeHAauun
1 BbINOMHEH OCMOTP BPayYoM UMMYHOMOMOM W/UAn NeamaTpom C 4
2 BbinosnHeH o6Wwuii aHanns Kposu C 4
3 BbinonHeH 6MoXMMUYeCcKnii aHanmns Kposu C 4
3 MpoBeAeHO nccneaoBaHWe CbiIBOPOTOYHBIX MMMYHOrnobynmHoe kpoeu (IgG, IgA, C 4
IgM)
4 [poBeaeHO uccneaoBaHWe YpPOBHA ayTOAHTUTEsN, KOMMOHEHTOB KOMMIMMEHTa, C 4
-Pb
5 lNpoBeaeHo ornpeaeneHne ypoBHS MHTepdepoHa a B KPoBM (M NMKBOpe npu C 4
AGS)
6 MpoBeaeHO  MoneKynsipHO-TeHeTUYeckoe WCCneaoBaHue: cekBeHuposaHue | C 4
HoBoro nokonenus (NGS) - TapretHas naHenb WAM  MOJIHOSK30MHOE
CeKBeHMpoBaHue
7 MpoBeAeHa MarHUTHO-pe30OHaHCHasi WM  KOMMblOTEPHas Tomorpacusi | C 4
ros0BHOroO Mo3ra
8 MpoBeaeHa Tepanust nHrMébuTopom JAKKMHa3 C 4
9 OTCYyTCTBME OCNOXHEHUI Ha MOMEHT BbINMUCKU U3 CTauMoHapa C 4
10 Ha aTane nedyenns wuHrnbutopom JAKKMHa3, Ha3HayeHa COMPOBOAUTENbHAN C 4
Tepanusi (HEBPOSIOrMYECKOro, raCTPO3HTEPOIOMMYECKOro, AEPMaTOIOMMYECcKoro,
remaTtosiormyeckoro npochuns)
11 Ha aTane nedyeHus npu OTCYTCTBMM OTBETa Yy MNaumeHTa Ha MHrubutopbl JAK, A 1

npoBeAeHa Tepanusi MOHOK/IOHabHLIMW aHTUTENIaMn K MHTepdepoHy anbda
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IIpunoskeume Al. CocTaB padboueri rpyIinbl

1. KosnoBa AnHa JleoHUZOBHA — KaHIMAAT MEeOUIIMHCKMX HayK, wieH HaluuoHanbHOro
o0mecTBa SKCIIEPTOB B 00aCTM IE€PBUYHBIX MMMYyHOme(bMIUTOB, WieH HalymoHaIbHOTO
00111eCTBa JeTCKUX TeMaTOJIOTOB 11 OHKOJIOTOB.

2. PymsauneB AnekcaHap I'puropbeBMY - TOKTOP MEIMIIMHCKMX HayK, Ipodeccop, akageMUK
PAMH, mpesunmeHT HarmuoHasibHOrOo 06IIecTBa 3KCIIEPTOB B 0OJIACTUM  TIE€PBUYHBIX
MMMYHOIeUIIUTOB, uieH HallMoHaIbHOTO 06IeCTBa JeTCKUX FeMaTOIOTOB 1 OHKOJIOTOB, YIEeH
EBpormeiickoro obiiecTBa reMaToOTOB.

3.lllepouua Auna IOppeBHA — OKTOP MEIUIIMHCKMX HAyK, podeccop PAH, MCTIOMHUTENIbHbIN
nupekTop HaloHanmbHOTO 06IIecTBa 9KCIIEPTOB B 06/aCTM MEPBUYHBIX MMMYHOIE(DUIUTOB,
yjneH HauymoHaabHOro O060IecTBa OeTCKMX I'eMaToJIOrOB M OHKOJIOTOB, uieH EBpoIeiickoro
0611ecTBa UMMYHOIEDUITUTOB.

4. JIaTeimieBa TaTbsiHa BasiepbeBHA- TOKTOP MEIUIIMHCKMX HAYK, Tpodeccop, WieH Ipe3uanyMa
Poccuiickoit accommaiiny ajajieproyioroB M KIMHUUECKUX MMMYHOIOTOB

Bce wiensl Pa6oueii rpynmbl MOATBEPOWIN OTCYTCTBME (DUHAHCOBOI MOAEPIKKMU/
KOH(VIMKTa MHTEPECOB.



ITpunoxxenue A2. MeTomonorusi pa3padoTKu
KJIVMHUYECKMX peKOMeHaauumn

IleneBast aysuTOpUA JAHHBIX KIMHUUECKUX PEKOMEHJaluii:
1. Bpau-remaTosior

2. Bpay ajieproyior-umMMYHOJIOT

3. Bpay —neguarp

4. Bpayu- TeparneBT

5. Bpau 00611eii MpakTUKY (CeMelHbIii Bpay)

Ta6auia IT1 - YpoBHM JOCTOBEPHOCTH 40Ka3aTe/IbCTB

ypOBeHb UcTouHuK AOKa3aTenbCTB
AOCTOBEPHOCTH
I(1) MpocneKTNBHbIE PaHAOMU3MPOBaHHBIE KOHTPOSIMPYEMble NCCNe0BaHMS

ﬂOCTaTOHHOe KO/MYeCTBO WMcCCneaoBaHmn cC ,ClOCTaTOHHOlZ MOLWWHOCTbO, C y4actuem 60/MbLIOro  KOMNYecTBa
nauneHToB U NoJly4yeHnem 60nbLIOro KONMMYeCTBa AaHHbIX

prI'IHbIe MeTa-aHan3bl

Kak MWHMMYM OAHO XOPOLWO OpraHM3oBaHHOE paHAOMU3NPOBAHHOE KOHTPOSIMPYEMOE UCCNeELOBaHNE
PenpeseHTaTnBHas BbibopKa NauveHToB

II (2) MpocnekTuBHbIE C paHAOMM3auunein unu 6e3 nccnefoBaHus C OrpaHUYeHHbIM KOTMYECTBOM AaHHbIX
Heckonbko nccneaoBaHnin ¢ He6OsbLLIMM KOJIMYECTBOM MaLUEHTOB

XOpOLIJO OpraHu3oBaHHOE MPOCNEKTUBHOE NCCNenoBaHNeE KOropThbl

MeTa-aHanusbl OrpaHv4yeHbl, HO MpoOBEAEHbI Ha XOPOLWEM YpOBHE

Pe3yﬂbTaTbI HE Npe3eHTaTUBHbl B OTHOWEHNN ueneaoﬁ nonynauuvu

XOpoLO OpraHn30BaHHble UCCNeA0BaHNUS «CyYait-KOHTPONb»

III (3) HepaHaoMM3MpOBaHHbIE KOHTPOMPYeMble UCCNIef0BaHNUS

Mccne,uosaHm C HEeAOCTAaTOYHbIM KOHTpPOEM

PaHAOMI/ISI/IpOBaHHbIe KJIMHU4YecKme wuccnegosaHma C Kak MUHUMYM 1 3HauUTENbHOM WAN Kak MUHUMYM 3
He3Ha4ynTenbHbIMM METOA40N0MMMYECKUMMU owmnbkamm

PeTpOCI‘IeKTVIBHbIe wnn Ha6mo,aner|be|e uccnenoBaHusa

Cepusi KNIMHUYECKUX HabnoaeHuit

MpoTuBOpeunBbie AaHHbIe, He No3BosNsoLWMe ChOPMUPOBATL OKOHYATENbHYIO PeKOMEHAALMI0

IV (4) MHeHne 3KkcnepTa/AaHHble M3 OT4yeTa 3KCMEePTHOW KOMUCCUMMU, 3SKCMEPUMEHTasIbHO MOATBEPXAEHHblE U
TEOPETUYECKHU 060CHOBaHHbIE

Ta6auiia I12 - YpoBHM YOeOUTETbHOCTY PEKOMeH AN

YpoBeHb OnucaHue PacwndpoBka
y6eautenbHoCTH
A PeKOMeH,CLaLI,l/Iﬂ OCHOBaHa Ha BbICOKOM YpOBHe MeTO,CL/TepaI'II/Iﬂ nepBoM NNHUU; nmMbo B COYeTaHun co

AOKasaTenbHOCTU (Kak MUHUMYM 1 ybeauTenbHas CTaHAapTHOW MeToAMKON/Tepanven
ny6nmkaums 1 YPOBHS  /lOKa3aTenbHOCTH,
rnoka3bliBatoLlas 3HayuTenbHoe npeBoCXoACTBO
nosib3bl HaZ PUCKOM)

B PekoMeHAauMs OCHOBaHa Ha CpeAHeM ypoBHe | MeTtoa/Tepanus BTOpOWM AUHWM; nWGO MNpU  OTKase,
[10Ka3aTeNnbHOCTU (Kak MWHWMYM 1 y6eautenbHas | npoTuMBOMoKasaHuu, nm HeaddeKTUBHOCTH
ny6nukaums  II  ypoBHS  [oKasaTeNbHOCTW, | CTaHAapTHOM MeToAMKW/Tepanuu. PekomeHnayeTcs

nokasbiBalolasi 3HauMTeNbHOE MPEBOCXOACTBO | MOHUTOPUPOBAHME MOBOYHbIX SABEHNMI
nosib3bl HaZl PUCKOM)

C PexkomMeHgauma ocHoBaHa Ha cnaboM ypoBHe HeT BO3paxkeHuii MpOTUB AaHHOro mMetoza/Tepanuu unu
AOKasaTeNbHOCTH (HO KaK MUHUMYM 1 HET BO3paXKe€HW MNpPOTMB MPOAO/KEHUSA  AAHHOro
ybeauTenbHas ny6nvkauuns 111 YPOBHS MeTOoAa/Tepanun
AoKa3aTeNbHOCTM, MOKasblBalowas 3HayuTeNbHoe PekoMeH/0BaHO Mpu OTKase, MPOTMBOMOKa3aHWM, Wn
NpeBOCXOACTBO MOMb3bl HaJ PUCKOM) mu HeahPeKTNBHOCTM  CTaHAapTHOW  MeToAvKu/Tepanuu,
HeT y6eauTenbHbIX AaHHbIX HW O MOJb3e, HU O npu yCnoBuM OTCYTCTBUSI NOGOYHBIX 3P deKToB
pucke)

D OtcyTtcTBune ybeanTtenbHbix nybnvkauuii I, IT uan He pekomeHa0BaHO

III  ypoBHSA [AOKas3aTeNbHOCTW, MNOKa3blBaKLWNX
3HauyuMTeNbHOE  MPeBOCXOACTBO  MOMb3bl  Haj
puckoMm, nubo y6eautenbHble nybnukaumu I, II
vnu III ypoBHA AOKasaTenbHOCTW, NOKasblBatoLme
3HauMTeNlbHOe NPEeBOCXOACTBO pUCKa Haz Mosb30ii

IMopsoK 0OHOBIEHNS KIMHUYECKUX PEeKOMEeHIaIii.

MexaH13M OOGHOBIEHUS] KIMHUYECKMX DPEKOMEHJAIMIi MPeayCMaTpPUBAET UX CUCTEMATUYECKYIO
aKkTya/lM3anyio — He peske YeM OAVH pa3 B TPU rofa Wiu IIPU TOSIBIIEHUY HOBOI MHbOPMALuUK 0
TaKTVKe BeJeHMs MaI[MeHTOB C JaHHbIM 3a6oeBaHMeM. PemeHre 06 06HOBIeHNY TTpuHMUMaeT M3
P® Ha oOCHOBe TIpeIJIOKEHMUIA, IIPeACTABIEHHBIX MEAUIMHCKUMU HEKOMMepYeCKUMU
npodeccroHambHbIMU OpraHu3auusMu. ChopMupoBaHHbBIE TPEAJIOKEHUS TO/DKHBI YUUTHIBATH
pe3yJIbTaThl KOMIUIEKCHOI OI@HKY JIEKAPCTBEHHBIX MTPerapaToB, MeIUIIMHCKUX U3EINIA, a TAaKKe
Pe3yJIbTaThl KIMHUYECKON arpobaryn.



IIpunoxenue A3. CBI3aHHbIE JOKYMEHTbI

Her.



IIpunoxeHue b. AlropuTmsl BeeHUsI IalfMeHTa

BenmeHue manyeHTOB C MOAO3peHneM Ha uHTepdepoHonaTuio I Tuia

NuarkocTrea [ ——
remoBnacToz, CKB,
OM, PA, BMY
WMHTepdepoHonatia |
THNa
EcTe HeEponoruyeckas HET HEEDOMNOrMYeckom
CHMTOMATHER CHMTOMATHEM

T MonekynspHO-reHETH4EC KOS ’

WLCNSA0BaHNE

Tepanua uHrMbuTopOM
JAK kMHazE
EcTe oTBET?

Tepanua
MOHOKNOHANEHBIMK
AHTUTENZMM K
Mpooon#EHUE NEYEHWUA uHTepdepoHy @




IIpunoxenue B. UHGopmanius ajis1 IaMeHTOB

TepmuH MHTepdepOHOMATUSI OMMUCHIBAET CUTYAIMIO, KOTAA B OPraHM3Me IMalyeHTa ITPOUCXOAUT
M36bITOUHAS TPOAYKLMS MHTepdepoHOoB [ Tuma. B HopMe MHTepdepoHbI 3aIUIIAI0T OPTAHU3M OT
BUPYCHBIX MH(EKINIT, HO M30BITOUHOE KOJINYECTBO MHTEP(HEPOHOB MOKET BbI3bIBATH PA3TNYHBIE
BOCTIA/INTEIIbHbIE TPOSIBJIEHNS.

VuTepdepoHOnaTum — 3TO KIMHMYECKM pa3HOOOpa3Has TPyIna peakux 3aboseBaHMii, B OCHOBE
KOTOPBIX JIeXKaT TeHeTUUYeCKu J[AeTepMMHMPOBAHHbIE HApYIIEHUS CUTHAIbHBIX  IIyTeid
yHTephEePOHOB I TUIA C TIOBBIIEHMEM MX TPOMYKIVN. BOJBIIMHCTBO NE6GIOTUPYET B JETCKOM
Bo3pacTte. KnuHuueckme MPU3HAKY BKIIOUAIOT JIMXOPAIKY, KOXKHbIE MPOSIBIE€HMS, BACKY/IOTATUMH,
MHTePCTULIMAIbHOE MTOpakeHue Jierkux, mopaxkenue [THC, ornopHo-aBUraTeIbHOTO amnmnapara.

VuaTepdepoHonaTus HaclIeLyeTcsl ayTOCOMHO-IOMVHAHTHBIM ¥ 8yTOCOMHO-PeLleCCMBHBIM ITyTeM.

BonblHCTBO MHTEp(EPOHOIIaTHIi HaCTeyeTC sl ayTOCOMHO-PEeLIeCCMBHBIM ITyTeM. B aTom ciyyan
pomuTeny, Kak IPaBUIO, SIBJSIIOTCSI 3[OPOBBIMM HOCUTENSIMMU. PUCK pa3BuUTHs 3a60neBaHus y
pebeHKa coctaBisieT 25%, MpM ayTOCOMHO — JOMMHAHTHOM TUIle Hac/lefoBaHus GOJNeH OOUH U3
poauTeneil, eciM 3TO He MyTauus de novo, MU B 3TOM CIydyae PUCK pasBUTHUSI 3a60JeBaHUS Y
pebeHka coctasisieT 50%.

B cBsI3M ¢ yeM peKOMEHIOBAaHO IIPOBEAEHMI [TepUHATANBHOM AMATrHOCTUKMA MPU IUIAHUPOBAaHUMI
ciemyoleit 6epeMeHHOCTH.

T OMarHOCTUMKY MHTep(EepPOHONATHiI MPOBOASITCS OCHOBHBIE MCCIAEIOBAHMSI: OOLIMII aHAIU3
KpPOBM C JieiikoumuTapHoit ¢dopmynoir, COD, OMOXMMMS KpPOBM, OIIpeHeleHue YpPOBHS
MMMyHOIIOOYynnHOB, CPB, ompemesneHue ayToaHTUTeNI, MHTep(EPOHOBOrO CTaTyca B KPOBU U
JIUKBOpE, JTIOMOabHas MYyHKIMS, C 1eTbI0 BepU@UKAIMU TMarHO03a MPOBOAUTCS MOJIEKY/ISIPHO-
reHeTMYecKkoe MccienoBaHue. B mocienmyoomnieM JOMOaNbHAs MYHKIMS W OINpefeieHre YPOBHS
MHTEeP(EPOHOB MPOBOASITCS 10 HEOOXOAMMOCTY, ICXOAS U3 TSDKECTH 3a00/IeBaHMs.

Bce mamnueHTHl € MHTep(EepOHONAaTHell HYXKAAITCS B Tepanuu uHrMO6UTOpom JAK KuHAa3.
[perapat MMeeT TabIeTUPOBAHHYIO (GOPMY M TIPUHUMAETCS €XeIHEBHO OT 4 10 5 pa3 B JieHb.
J[lo3a 3aBUCUT OT TSDKECTM TeueHMsl 3a60/eBaHMsI M BeCcO-POCTOBBIX IOKasareseil mamyeHTa. B
aryyae HeaI(PPEKTUBHOCTY WM HEJOCTATOUHOM 3(¢deKTe OT MPOBOAVMOI Teparuu MPOBOIUTCS
KOppeKuus [O03bl, @ B IOCAeAYIoNeM BO3MOXXEH albTepHATVMBHBIM BapMaHT B BUIe Tepanuu
MOHOK/JIOHQJIbHBIMM aHTUTeIaMM K MHTepdepoHy anbda.



IIpunokenmne I.

Her.



