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NabopaTopHasa AMarHoCTUKa HeBpOorM4yeckmux sabonesaHnm

BBepeHue: [lopaxeHue HEPBHOW CUCTEMbI O4YEHb pa3HOOOpPa3HO MO CBOEW Mpupode U BKIYaeT
MMMYyHOSOrM4eckne, WHMEKUMOHHbIe, HacneACTBeHHbIe, MeTabonuyeckne u CocyaucTble MPUYMHBLL. ITO
TpebyeT WCNONb30BaHWS LUMPOKOro CrekTpa nabopaTopHbIX MeTOAOB W KOPPEKTHOW  KIMHUYECKON
TPaKTOBKM UX pesynbratoB. OgHaKo COBPEMEHHble BO3MOXHOCTU NabopaTopHON AMarHOCTUKM BO MHOMMX
crnyvasx Mo3BOMAT MOATBEPAUTL KIMHWUYECKW AMArHo3 WM UCKMIoYWTbL 3abonesaHne npu HESCHON
KIMHUYECKON KapTUHe.

INukBoponorus u 6uomapkepsbl: 'ematoaHuedanuueckuii bapbep (F3B) - 3TO KNeTouHasi CTPyKTypa,
obpasytolias rpaHuLy Mexay KpoBblO M TKaHbIO LIEHTpanbHOM HEepBHOM cucTeMbl U obecnevvsatoLias
YHUKarbHbIA cocTaB uepebpocnmHansHon xugkoctn (LICX). OcobeHHo adbdpekTBeH M6 ans kpynHbIX
6enkoBbIX MOMeKyn, Tak pasHuua B cogepxaHum obliero 6enka mexay NMKBOPOM W KPOBbIO COCTaBnsieT
200-400 pas. MNpu atom BonbWMHCTBO BGenkoB MonagaeT B NMKBOP NyTem NpocTon Anddy3nmn u3 Kposwu, u
NNLLUb HEKOTOPbIE U3 HUX MOTYT CUHTE3NPOBATBLCA MECTHO (MHTpaTeKarbHO), HanpuMep UMMYHOMOGYMHBI.
CpaBHeHVe vHAeKca NPoHULAeMocTn Ans anbbymuHa (KOTOpbI NOCTynaeT TONbKO U3 KPOBM) M MHAEKCA
IgG (koTOpbI MOXET CUMHTE3NpOBaTbCA B 0OOMOYKax Mosra Mpu BOCMAneHuu) nexvT B OCHOBE OLIEHKU
HapyLUeHUs1 NPOHNLL@eMOCTH oLeHKkn TOB 1 BbIsIBNEeHWst NpU3HakoB MecTHOro BocnaneHusi. KoadduumeHt
anbbymMuHa paccyuTbiBaeTCst KakK OTHOLUEHME KOHLEHTpaumu anbbymumHa B NUKBOPE K KOHLEHTpauuu
anbbymMuHa B cbiBOPOTKE KpoBu. MHTpaTekanbHbIn cuHTes IgG onpeaenseTtca koadduumnertom IgG (QIgG),
OTpaxalLLMm OoTHoLeHne koHUeHTpauuu IgG B nukBope k ypoBHIO IgG B kpoBw. NokasaTtenu no3sonsitoT
OLIeHUTb CEeMNeKTUBHYI0 Mpoaykumio aHTuten B npegdenax LIHC, koTopas siBnsieTcsi BaxHbIM cBUAETENEM
MNHMEKLMOHHBIX N ayTOMMMYHHbIX NPOLLECCOB. Tak, pacyeTHbIi MHAEKC CENEKTUBHOW NPOoAyKUMM aHTUTen K
psiny HEWPOTPOMNHbIX BUPYCOB U BO3byauTenen 3abonesaHuit LIHC, ocHOBaHHbI Ha U3MEHEHUU cuHTe3a
MMMYHOrMobyrnvMHOB NO3BONSIET ANArHOCTMPOBaTh psf HeMpouHdekumin. NHaekesl npoHuuaemoctn A6 n
koadpcpunumeHT IgG cnepyeT 4OMNONHATL OLEHKOM XapakTepa npoayKLMi UMMYHOMMOBYNIMHOB C BbiiBIIEHWEM
CVHTE3a ONnurokroHanbHoro IgG, npoaykumMu nerkux Lenev MMMyHornyOynuMHOB, a Takke buomapkepos
3abonesaHutl LIHC e nukeope, B TOM 4uClle MapkepoB AeMUENUHU3MpYOLLMX 3aboneBaHui, a Takke
rnbenu akcoHoB Npu BONE3HSAX MOTOPHbIX HEVIPOHOB.

Ceponoruyeckass AuarHocTMka ayTOMMMYHHbIX W BocnanutenbHbIX 3aboneBaHun: AyToaHTuTena
npeacTaBnsioT coboi NPosiIBNEHNS ayTOMMMYHHbIX peakuuid, HanpaBneHHbIX NPOTMB COBCTBEHHBIX Benkos
opraHnama. CyLuecTByeT HECKOMbKO CEMENCTB ayTOaHTWUTEN, BaXHbIX ANA ANarHOCTVKN HEBPOMOrMYECKUX
3aboneBaHWi, BKMoYasi aHTUHENPOHarnbHbIe aHTUTena, KOTopble BCTPeYaloTCs Npy napaHeonnacTuyecknx
3aboneBaHnsX, aHTUTena K peLenTopam HEWpPOHOB, KOTOPbIE BbISIBMSIOTCA MNpY  ayTOUMMYHHOM
3HUedanuTe, aHTUTENa K akBanopuHy-4 Mpu ONTUKOMWENUTE, aHTUTena K raHrmuosnaam, aHTutena K
aHTUreHam CKerneTHOM Mblllbl M HEAPOMbILEYHOro CuHanca. AKTyanbHbIM NPU  HEBPOSIOTMYECKUX
3aboneBaHnsAX SABNSETCS onpefenieHne aHTUHYKNeapHbIX aHTUTerN, XapaKTepHbIX [Ans CUCTEMHbIX
3aboneBaHnii, aHTUHENTPOMUIBbHBIX LIMTONMA3MaTUYECKUX aHTUTEN TNpu  CUCTEMHBIX BacKynuTax,
aKTVBHOCTM aHMMOTEH3VH-MpeBpaLlatoLero epMeHTa, a Takke psaa Apyrux Ceposiormiyeckux Mapkepos.
FeHoanarHocTUKa HeBpONorMyeckux 3aboneBaHUn: 3HayeHVe BbISIBNEHUS HAcNeACTBEHHOW naTonorum
npy HEeBPONOrN4yecknx 3aboneBaHUsX CMOXHO mnepeoueHuTb. HacneacTeeHHble 3abonesBaHns MoryT
aebloTupoBaTh Kak B paHHEM [eTCKOM, Tak M BO B3POCIIOM BO3pacTe, MPUYEM HEBpOMormyeckue
nposiBNieHusi oTMevatoTcst npy BOnbLUMHCTBE CryvyaeB HacneACTBEHHOW naTtonorun. Beigenat Heckonbko
OPM TreHeTUYEeCKUX HapyLueHun. XPOMOCOMHas namosoaus noapasymeBaeT M3MEHEHUs uucna umm
CTPYKTYpbl XpPOMOCOM W CBsi3aHa, Npexae BCero, C OTCTaBaHMEM B pasBUTUM B [ETCKOM BO3pacTe
(cM.HUXe). Yncno reHoB B reHoMe MOXET ObiTb M3MEHEHO B crydae Oynnukauuu unu Oefleyuu 2eHa, YTo
ABnseTcs npuymHon 6onesHu Lapko-Mapu-TyTa, n page apyrux coctosHuin. Hambonee yactow chopmon
reHeTU4eCcKoN NaTonornn SBMSTCS MOYeYHbIe MoAUMopPdU3MbI (NaTONOrMYeckve BapuaHTbl Unv annenm),
KOTOpblE MEHSIIT CTPYKTYpy M dyHKUMio 6Genka wnuM ckasblBalTCA Ha akcrnpeccun reHa. Ecnu
naTtofniormyeckMe annenM TOYHO W3BECTHbl, TO ANSA WX BbIABMEHUS MPUMEHSeTCs MeTof, annerb-
cneundunyroro MNUP. B psge cnyvaeB Ans noucka myTauui MCMOMb3yeTCs CEKBEHWPOBAHWE reHa C
onpefeneHveM nocrnefoBaTenbHOCTM  HYKNEeOoTUOAOB W BbISIBMEHWEM NaTONOrMYecknx WU3MeHEeHWN.
HakoHeLl, 0COBHSAKOM CTOAT Tak Ha3blBaeMble 9KCNaHCUOHHbIe 3abonegaHus. OHWN CBS3aHbI C yBEMUYEHNEM
yucna TPexHyKNeoTUAHbLIX NOBTOPOB B CTPYKTYPe reHa, YTO NPUBOAMT K HapyLleHuo dyHKUMn 6enka, unm
6onee cnoxHon naronoruum, Hanpumep T.H. PHK-TokcnuHocTu. K akcnaHCcUoHHbIM 3a6orneBaHusiM OTHOCAT
6onesHb [eHTUHITOHA, CNHHO-LepebennsapHble aTakcun, MUOTOHUYECKE ANCTPOMNN N MHOXKECTBO APYruX
HacneacTBEHHbIX HEBPOMorMyecknx 3aboneBaHui. [nNs  3TUX COCTOSHUMA BaXHa OLUEHKa 4ucna
HYKINEOTUAHBIX NMOBTOPOB, NOCKOSbKY Ans 6ONbLUMHCTBA 9KCMAHCMOHHBIX 3aboneBaHui CyLLecTBYeT npsimas
KOppensaumsa Mexay KOmMYecTBOM MOBTOPOB B Y4aCTKe IKCMAHCUK U TSHKECTbIo TedeHnst bonesHu, a Takke
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obpaTHas koppensuMsi CO BpeMeHeM Havana nepBblX CMMNTOMOB. OTO CBSI3bIBAOT C Gonee rnybokum
HapylieHnem yHKUMM Genka M ero MNOBbILEHHOW HENPOTOKCMYHOCTBLIO MPU YBENUYEHWU KOnmyecTsa
HYKNeOoTUAHbIX NOBTOPOB. Tak, Npy HOPManbHOM KONMYECTBE NMOBTOPOB AMArHO3 UCKIIOYEH; PUCK Pas3BUTUA
6onesHn y nauneHTa OTCYTCTBYET, @ PUCK pa3BuTUsi 6ONe3HN y NoCneayoLLero NoKoneHns KpamHe H13ok. B
CBA3W C 3TUM [ANS KaXOOW HacneACTBEHHOW (hOPMbl CYLLECTBYIOT HOpPMalibHble 3Ha4YeHus Konuyectsa
noBTOPOB. [1pM HacneaoBaHWKM SKCMAHCUOHHBIX 3aboneBaHnin OTMeYalTCcs 0cobble (heHOMEeHbI, HanpuMep
«aHTUUMNaums», Mo KOTOPOW MOHMMAIOT YTSDKENEeHWe KIMUMHUYECKUX MposiBeHuii 3aboneBaHus B
nocrnegyoLwmx nokoneHusix (6onee paHHAs MaHudecTaums, GbICTpoe nporpeccuMpoBaHve, MNosiBNeHve
bonee TAXENbIX CUMMTOMOB).

Buomapkepbl  NONMMHEBPUTOB, BacKynUTOB: YacToli  MPUYMHON  MOMMHEBPUTOB  SBMSOTCH
MOHOKIIOHamNbHbIe UMMYHOINOOYMUHBI  (MapanpoTenHbl) KOTOpPblE CUMHTE3VPYKTCS KIIOHOM Nna3mauunToB
KOCTHOro Mmoa3ra. [lapanpoTeMHeMU4ecKkuin MONMUHEBPUT MOXET BO3HWKaTb Ha (POHE MOHOKIOHanNbHON
rammanaTum HesiCHOro 3HauveHus, 6e3 TpaHcchopmMauum B MUENOMHYyl0 BonesHb B TeYeHWe AMTeNbHOro
BpeMeHn. CucTeMHas KpuornobynuHeMust Ha ¢poHe renatuta unyM ayTOMMMYHHBIX 3aboneBaHuin Takke
4acTo COMPOBOXAAETCS pasBUTUEM MONMHEBPUTOB. HacnedcTBeHHble OPMbl MONMHEBPUTOB, @ UMEHHO
6onesHb LLapko-Mapu-TyTa, BCTpevaloTcs y 3Ha4YMTENbHOro KONMYecTBa N, B NOMnynsaumm.

Buomapkepbl cocyaucTbIx 3aboneBaHui: YacTon MPUYMHON ULLEMUYECKUX OCFIOXHEHWA CO CTOPOHbI
LIHC sgBnsawTca BpoOXAEHHble W npuobpeTeHHble opMbl  Koaryrmonatuii, K KOTOPbIM OTHOCHAT
aHTUdOoCHONUNUAHLIA CUHAPOM, TpoMbBounum, a Takke HapyLleHUs honaTHoro LUukna. Hesponornyeckasi
cMMMTOMaTVKa 4YacTO BO3HWKaeT MpW CUHOPOME TUMEepBA3KOCTM KpOBMW. HakoHeu, AnNs AMArHOCTWKY
HacrneacTBEeHHbIX (QOPM  FMMEprUNUAEMUA  PEKOMEHAYETCH WCNOMnb3oBaTh dnekTpodopes nunuMaoB U
reHeTMYeckoe TEeCTUMPOBaHWE Ha HacneAcTBeHHble PopMbl runepnunuaemuin. HacneactBeHHylo dopmy
aptepuonatum LAOACWUIT oTHOCAT K uncny 4acTbix hopm nopaxexusi cocynos LIHC, koTopas nposiBnseTcs
nakyHapHbIMU MHGapKTamu, KOTopble Takke oTMe4varoTcst Npu 6onesHn bexuyeta n 6onesHn ®abpu.
[OnarHocTuka xpomocomMHou natonoruun: CuHapomasnbHble ¥ HeCUHAPOMasbHble (POPMbl OTCTaBaHWS
pa3BuTWs Y pebeHka 4acTo CBA3aHbl C XPOMOCOMHOM naTtonorme. NMpuunHon cuHApOManbHOro OTCTaBaHUs
pas3BUTMSA ABNSIOTCA MUKPOAENELMOHHbIE/MUKPOAYMNNKALNOHHBIE CUHOPOMBI, KOTOpble He AeTEKTUPYHTCS
C MOMOLLBIO KIacCU4ECKON LMToreHeTukn. HecuHapomanbHble OpMbl 3a4epXKku, NPeuMyLLeCTBEHHO
WHTeNneKTyanbHoro passuTus, 06ycnoBneHbl CybTenoMepHbIMU AeneunsaMm KpaiHUX y4acTKoB XPOMOCOM.

3aKoHbI KITMHUYEeCKON 3NMAEMUONIOrumn NpU HTepnpeTauum pe3ynbTaToB o6cnefoBaHus:

BblgensioT aHanutudeckne n KNMHMKO-nabopaTopHble napameTpbl nabopaTopHOro Tecta. AHanutuieckue
napameTpbl XapaKTepU3YylTCA MWHUMAaNbHON [EeTEKTMPYEMOW KOHLEHTpauuen, LUUMPUHOW AuanasoHa
TNIMHENHOCTM MEeToAa, BOCNPOU3BOAMMOCTbIO, OTCYTCTBMEM NEPEKPECTHBIX peakumin C ApYrMMn aHanuTamm u
T.A. Ana vHTepnpeTauun pesynbTaToB TeCTOB 6ornee BaxHbl KIMHUKO-TabopaTopHble XapaKTepUCTUKU
KOTOpble CBA3bIBAKOT pe3ynbTaTbl TecTa W KOHKPETHbIN AnarHo3. OCHOBHbIMW MapamMeTpaMu SBRAATCS
YYBCTBUTENBHOCTb U CMEeLMUYHOCTb KOHKPETHOro Tecta. YyBCTBUTENBbHOCTb Onpefernser, Kak 4acTo
aHTMTena BCTpevawTcs y nuy ¢ 3abonesaHueMm. CneumcuyHocTb, HaobopOT, onpeaensieT, Kak 4acto
oTpuuaTenbHbIN pe3ynbTaT TecTa YCTaHOBMEH B KOHTpomnbHoW rpynne. CneuudunyHocTb obcrneaoBaHus
3HauYWUTENbHO BapbupyeT B 3aBUCMMOCTM OT COCTaBa KOHTPOSbHOW TIpynnbl. BenuumHbl, obpaTHble
YyBCTBUTENbHOCTU U CNELMdPUYHOCTH, NO3BOMSIOT OLIEHUTb, KaK 4acTo TecTbl BPYT. Tak, Hanpumep, ecnu
cneundunyHocTb paBHa 80%, To y 20% B KOHTpOnbHOW rpynne byayT aHTuTena, T.e. Kaxabli 5-1 Tect byaet
noxHononoxutenbHbiM. bonee 4yBcTBUTENbHBIE TECTHI LieNecoobpa3HO UCMOMb30BaTb MPU CKPUHUHre
(T.e. paHHen AgmarHocTuke) 3abonesaHun, 6onee cneunduyHbIe - MPY NOATBEPXKAEHUU AnarHosa (T.e.
aunddepeHumanbHo guarHoctuke). [ns npakTuyeckoro Bpada MonesHbIM Mokas3arenem, OLEHVMBAILLIMM
3HayeHne nabopaTopHOro TecTa sBNsAeTCst haKTop pucka, ONpeaensioLmin BO CKOJNbKO pa3 yBennymMBaeTcs
BEPOSITHOCTb  AuarHo3a 3aboneBaHuii Mpu  MOMNOXMTENbHOM pesynbrate Tecta. dPakTop pucka
paccunTbiBaeTcs kak YyBcTBuUTenbHocTb / (1-CneuncdmyHocts). Tak npu vyBcTBUTENBHOCTU TecTa 90%
n cneumduyHoctn 90%, cdaktop pucka byaeT paBeH 9, UTo 0b6o3HavaeT 9-u KpaTHoe yBenuyeHve pucka
AaHHoro 3aboneBaHWsi MO OTHOLUEHWIO K MPETEeCTOBOW BeposiTHOCTU 3aboneBaHusi. JddekTmBHOCTL
nabopaTopHON AMArHOCTUKW 3aBUCUT OT NpPaBUIbHOrO OTO6Opa NauMeHTOB Anst 06cnenoBaHusi, NOCKOMbKY,
ecrnn obcrefoBaTb NWL, C HWU3KOW BEPOSITHOCTbIO 3aboneBaHus (unu Apyrum 3aboresBaHuem), To
nabopaTopHble TecTbl JalOT NPEVMYLLECTBEHHO IOXHO-MOMOXMUTENbHbIE pe3ynbTaThl, a ecnu Gonblias
yacTb obcnegyembix yxe 6onbHa, To ByAeT oTMeYaTbCsl MHOTO JTIOXHO-OTpULATENbHbIX pe3ynbTaTtoB. [ns
OOCTUXKEHUS BbICOKOW 3peKTUBHOCTM OBCrnefoBaHUS M HU3KOW YacTOTbl JIOXKHbBIX Pe3ynbTaToB Cpeau
HanpaBsnsieMbix Ha obcnefoBaHWe Ny YacToTa 3abonesaHns gomkHa 6biTb oT 1 4o 10%. Takum obpasom,
MCMONb30BaHWE MPUHLMNOB KMUHWYECKOW 3MMAEMUONOrMM MO3BOMSIET ChniaHvpoBaTb nabopaTopHoe
obcnenosaHue 1 obecneyvBaeT ero onTUMarnbHble pesynbTaThl.
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JInkBopoaunarHocTMka AemMuenuHU3MpyLWmMX HeBPOSiornyecknux 3aboneBaHUIn: paccesiHHbIU CKIIepos,
ocmpeblli ducceMUHUPOB8aHHbIU 3HUeganomuenum, HelpoonmuKoMuenaum, aymouMMyHHbIU 3HUeganum,
napaHeoriacmuyeckue rpouyeccsi ¢ nopaxeHuem LJHC, 6okosoli amuompoghudeckuli CKriepos.

PaccesiHHbIn cknepo3 (PC) npeactaenset cobon Hanbornee yactoe ayToMMMyHHoe 3abonesaHue LUHC. B
OCHOBE €ro nartoreHe3a nexuT BblpaXeHHas akTuBauusi 3abapbepHoi WMMYHHOW CUCTeMbl, KoTopast
NPUBOAMT K NOSIBNEHUIO (POKYCOB MH(pUNbTpauum B 6enoM BeLLEeCTBE FONIOBHOIO (PeXe CMUMHHOIo) Mo3ra.
CuctemMHasa BocnanuTenbHas peakuuss npu 3ToM 3aboneBaHwWy OTCYTCTBYET, KPOME TOro OObl4HO He
NpoOUCXOANT U3MEHEHUI remaTosHuedanuyeckoro bapbepa (mecm 01.02.15.580). VimmyHomnoruyeckasi
anarHoctuka PC cocTouT B MCCnedoBaHMWM MECTHOTO BOCManuTenbHOro OTBeTa C MOMOLLbI aHanvaa
uepebpocnuHanbHon kugkoctn (LICXK). B LUCXK npu PC otmevaetcss pspn ¢eHOMEHOB, TakuX Kak
yBenuyeHme  MeCTHOW  NPOAYKUMW  MMMYHOrnoGynvMHOB,  M3MEHeHMe  KMOHanbHOCTM  CuHTe3a
MMMYHOTMoBynNnHOB U NONMUcneumUIecknii UMMYHHbIN OTBET K BUPYCHBIM U GakTepuarnbHbIM aHTUreHam.
Hanbonee nokasatenbHON $BMASETCA OLEHKa KIoHanbHOCTM WMMyHornobynuHoB LICXK. B Hopme
MONMKNOHAnNbHbLIA UMMYHHBIA OTBET Npu PC CTaHOBUTCS ONMMUIOKNOHaNbHbIM, YKa3blBasi HA XPOHUYECKYIO
AHTUreHHYI0 CTUMYNSUMIO U cneumdudeckoe BocnaneHue. MapannensHo ¢ MMMyHornobynvHamu npu PC
NPOVNCXOANT YBENUYEHHbBIV CUHTE3 CBOGOAHbIX nerkux uenen (CI1L) kanna n nambaa, a Takke yBenuyeHne
nHaekca 1gG B nukeBope (mecm 01.02.15.975), KOTOPbIN HENOCPeACTBEHHO OTPaXaeT BbIPaXXEHHOCTb
MHTpaTeKanbHOro CuHTE3a MMMyHOrnobynuHos. [lonucneumduyecknii  UMMyHHbIM  oTBeT npu  PC
nposiensietcs MRZ-peakuuen (mecm 01.02.15.1005), kotopas siBnseTca Haubonee cneuuduyeckum
MMMyHonormyeckum mapkepom PC u He BCTpeyaeTcsi npu ApYrvx OEeMUENMHU3UPYIOLLMX BOonesHsX.
eHeTnyeckoe nccnegosaHue ¢ TunuposaHmem HLADRB1 (mecm 01.02.05.275) no3sonsieT onpeaenutb
reH HLA-DRB1*1501, koTopbli onpegensit npegpacnonoXxeHHocTb kK PC 1 BblgensieT Gonee akTvBHble
dopmbl 3aboneBaHus. PC Takke uenecoobpasHo aunddepeHumpoBats ¢ cuHagpomom LIAOACUIN (mecm
01.02.05.335), Helipocapkonao3om (mecm 01.02.15.370) v Henponatuen Jlebepa (mecm 01.02.15.1300).

Tecm 01.02.15.580 UHOekc anb6ymuH (Qalb) dns oueHku 2emamo3Hyeganuyecko2o bapbepa
CuHTe3 anbbymuHa B OpraHu3me MpoMCXOAUT WCKMOUUTENBHO B MEYEHW, MOSTOMY €ro KOHLEHTpauusi B
LICX oTpakaeT npoHMLaemMocTb reMaToaHLedanmyeckoro 6apbepa. YBenvyeHve cogepXaHnsa ansoymmHa
B NUKBOPE BO3HUKAET MPU MHOTMX BOCMANMUTENbHbIX, HEOMMacTUYECKUX U ayTOMMMYHHbIX 3aboneBaHusix,
CBfI3aHHbIX C pa3spylleHUeM remaToaHuedanuyeckoro 6apbepa. PacyeT mHgekca npoHuuaemocTu (Qalb)
No3BONSIET COOTHECTU KOHLUEeHTpauuio anbbymuHa B LICXK n cbiBopoTke, BbISBUTL HapylleHue gyHKUMn
96. Mpu PC uHaekc 06blMHO He mMoBbIWAeTCH, 4YTo nosBonseT auddeperHunposats PC u gpyrve
3aboneBaHnsl, B TOM 4MCNE WHMEKUMOHHbIE MEHUHIUTBI U MEHWHrO3HUedanuTbl, XpPOHUYecKue
HeMpouHdEKLMI, ONTUKOMUENUT U MUENoNaTK, HOBOGPa3oBaHUs, a Takke HapyLLEeHUs NIMKBOPOAMHAMUKN.
Tecm 01.02.15.155 OnuzoknoHansHbIl IgG e LICXK/kposu Memodom u3031ekmpoghoKycuposaHust
TecTt npencraensieT coboi «30M0ToM cTaHAapT» MMMyHorormdeckor auarHoctuku PC. [aHHbIi TecT
BKIIOYEH B KPUTEPWUM [UArHOCTMKM paccesHHoro ckneposa McDonald’s ot 2018 roga. O6HapyxeHune
ONUroKINoHanbHoro 6enka OCHOBaHO Ha BbISIBIIEHUM MHOXECTBA XapaKTepHbIX ONUIOKMOHanbHbIX Monoc
(OKI) B rene, B T0 Bpems kak B HopMme B LICK 1 cbiBOPOTKE KpOBM OTMEYaeTCs MONMKIOHAmNbHbIA CUHTE3
(nepBbii TMN). Ana PC tunuyeH onuroknoHanbHbii otBeT B LICXK (>2 OKI1) n nonuknoHanbHbIA B KPOBU
(OKTI1 oTcyTcTBYIOT). OTOT BapuaHT COOTBETCTBYET BTOPOMY TNy CUHTEe3a Mo pekomeHaaumsam Anderson et
al. 1994. Pexe npu PC oTmevaeTca onuroknoHanbHbin cuHtes B LICXK, B TO Bpems kak B nepudepunyeckon
KpOBM OTMeuvaroTcst nuib eamHudHble OKI (Tpetuit Tun). OnuroknoHanbHbI cuHTe3 B LICXK v cbiBopoTke
(4yeTBepTbIN TUM) MpakTU4eckn He oTMevaeTcs npu PC v xapaktepeH AnS nonvpaavKynoHeBponaTun,
TSKENbIX MHAEKUMOHHBIX 3HUedanutax, BUY uHdekuun. MoHoknoHanbHbIn cuHTes (5 Tun) oTMmedvaeTcst
npy napanpotevHemusix W numcomax. PekomeHayeTcs pononHaTb BbisiBneHne OKIT B nuksope
nceneposaHuem Qalb (mecm 01.02.15.580) ona vckntodeHusa apyrov natonorum LIHC.

Tecm 01.02.15.292 Ceo600HbIe ieckue uenu ummyHoz106ynuHoe (CJIL]) e nukeope

MoMMMO WM3MEHEHUSI KIOHANbHOCTU WMHTPAaTeKarbHOro CUMHTE3a WMMYHOINOOYNMUHOB (ONUroKNoHanbHbIe
MMMyHornobynuHel) ansa PC xapakTepHO yBenuyeHue KOHLEHTpauMn B NIMKBOPE Kanna cBoOOAHbIX NEerkux
uenent (k-CJIL). K-CIL, cuHTe3upytoTcs napannenbHo € MMMYHOrnobyrnMHamMu U UMEelT  BbICOKYH
OVMarHoCTUYECKYID W MPOrHOCTUYECKYI 3HauyumocTb y naumeHtoB ¢ PC. WX u4yBCTBUTENbHOCTb U
crneunduyHocte aAns PC coctaBnsetr 89% wun 91% coortBetcTBeHHO. [loBbiweHve yposHen k-CllL
npeackasbiBaeT Tskenoe TtedeHne PC ¢ paHHum nepexogom B EDSS 6 u HevipogereHepauumen.
WccnepoBaHve pekoMmeHayeTcs npoBoanTb B kKomnnekce ¢ MRZ-peakuven (mecm 01.02.15.10095).

Tecm 01.02.15.346 Komnnekc duaznocmuku PC (onuzo IgG u CJIL 8 nukogope u cbieopomke)
OnwroknoHanbHble |gG 06rnagalT BbLICOKOW 4YyBCTBUTEMBHOCTBIO, HO HU3KOW CREuUMUYHOCTLI0  Anst
anarHoctukn PC. KombuHmMpoBaHHOe nccnepoBaHune onuroknoHanbeHbix IgG n CIL, B nukesope nossonsieT
3HaYMTENbHO YBENUYNTL crieumdunyHOCTb NabopaTtopHoro ob6cneaoBaHns naumeHTos ¢ PC.
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Tecm 01.02.15.975 OnpedeneHue IgG uHdekca 8 IUKkgope U cbisopomke

MoBblleHWe MWHTpaTeKanbHOro CUHTe3a WMMYHOrNOGYNMHOB SBNSETCH MapkepoMm  BOCNAnNUTEenbHOW
aktuBHocTu B LIHC. OgHako B CBA3M C TEM, YTO HA MHTPaTEKarnbHY KOHLEHTpaLUO UMMYyHOrnobynuHoB
MOXeT BNUATb COXpaHHOCTb OB, a Takke WX KOHLEHTPauWs B CbIBOPOTKE, WCMOMb3YITCA pacyeTHble
WHOEKCbI, y4WTbIBaKOLLME MepeyncrieHHble napameTpbl, Hanpumep uHaekc IgG. [aHHoe wccneposaHue
no3BonsieT NOATBEPAMTb BOCMANUTENbHYIO 3TUOMOMMI0 NPOTEKaloLLEero HeBPONormyeckoro 3abonesaxHns u
onpeaenvTb OCHOBHYH NMpuunHy nosbieHns benka B LICXK (yBenvuenue npogykumn 1gG). Nccnenosanue
pekoMeHAyeTCs BKIoYaTh B PyTUHHYIO NaHenb nccneposanns LICXK.

Tecm 01.02.15.485 KoHuenmpauusi ocHogHoz20 besika muenuHa (MBP) e nukeope (demuenuHu3ayusi)
OcHoBHoW 6enok muenvHa (MBP) siBNseTcs OCHOBHbIM CTPYKTYPHBIM 3MIEMEHTOM MUENMHOBOW OBO0MOYKM
HepBoB LUHC u MHC. lMoBbiweHne ero KOHUEHTpauMn B NIMKBOPE ABMSIETCS MApKEpoOM AeMUenvHU3aunm
npouecca, YTo No3BonseT 06bEeKTVBM3NMPOBAaTbL NPOTEKaoLWMIA HEBPOMOrMYeckuii npotecc. MoBblleHVe B
nnkBope JaHHoro 6enka He nNoO3BoNseT NOATBEPAWTb 3TMOMOTNYECKUA ANArHO3 B CBA3N C BO3MOXHOCTbLIO
€ro NoBbILLEHNS MPU ayTOMMMYHHbIX 3abonesanuax LIHC, nHcynbTax v MexaHMyeckux TpaBMax ronoBHOMO
mosra. Mpu HelpogereHepaumu (cM. pasgen 6one3Hn MOTOPHOro HEWPOHa) PEKOMeHAyeTCst uccrenoBaTb
TshKenble Lenu HenpodunameHToB B nukBope (mecm 01.02.15.1080). KoHueHTpauuss MBP B nukBope
koppenupyetr ¢ obbemoM [Aemuvenusupytowero npouecca. WMccnegosaHne pekomenayeTcs  Ans
NoATBEPXAEHUS AeMUENHN3MPYIOLLLEro npoLiecca 1 oLeHkn obbema NoBpexaeHHON HEPBHOW TKaHW.

Tecm 01.02.05.275 'eHomunuposaHue HLA-DRB1 npu paccesiHHOM cKiiepo3e

Kak 1 npn apyrux ayTouMMyHHbIX 3a6onesaHnin, pa3ssuTne 1 NpPorpeccus paccesiHHOro CKNneposa cBA3aHbl ¢
HOCUTENbCTBOM onpefeneHHbix reHoB HLA. Bbino nokasaHo, 4to annens HLA-DRB*1501 npucyTcTeyert y
naumeHToB ¢ PC 1 B HeKOTOpbIX CUTyaUusX onpedensieT cemenHble crnyyan 3abonesaHusi. Kpome aToro,
HocutenbctBo HLA-DRB*1501 y naumeHtoB c PC, accouumpoBaHo C 6Gonee TSXeNnbiM TeYeHnem
3aboneBaHusi, ObiCTpoli TpaHcdopmaumen BO BTOPUYHO MPOrpeccupytollytd OpMy U MOBbILLEHHBLIM
PVCKOM Pa3BUTUSI Pe3UCTEHTHOCTM K MPOBOAUMON Tepanuu npenapaTtamv nHtepgepoHa-6eta.

JNlukBopoamarHocTuka HeNpouHMEKUNn: r1opaxeHUe HEpPeHOU cucmeMbl pu  2epreceupyCHbIX
uHekyusix, kKopu, 6oppenuose, KreujegoMm 3Hueghanume, BIb, LIMB, eempsiHOU ocre, KpacHyxe,
mokconnaamose, peHomeH MRZ npu paccesiHHOM CcKriepose.
HenpounHdekumm (HWU) moryT ObiTb NPUYMHONM  LUMPOKOrO CMEKTpa HEBPOSIOTUYECKUX HapyLUEHWN:
3HUEedanMToB, MEHUHIUTOB, MOSIMHENPONATUA U  MOHOHEBPWUTOB, WHCYNbTOMOAOOHLIX COCTOSIHWM,
BbI3BaHHbIX peaKTUBaLuen BUpycoB, MMENUTOB (CM. Tabnuuy).
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JlabopatopHas amnarHocTvka HW 3HaunTenbHO OCMOXHAETCS TeM, YTO GOMbLUMHCTBO 340POBLIX Noden B
nonynsaumMmn Gbinu MHMMUMPOBaHbl XOTS 6bl OAHMM M3 TUMOB BMpyca reprneca, Hepegko GakTepuanbHbIMU
(Borrelia burgdorferi) n napasutudeckumun (Toxoplasma gondii) areHTamu. OTO UCKNOYaeT BO3MOXHOCTb
Ceporormyeckon ANarHOCTMKN AaHHbIX 3aboneBaHuin, OCHOBaHHOW Ha BbisBneHun 1gG n IgM B chiBOpOTKE
kpoBu. [uarHoctuka metogom [MLP, c nomowblo KOTOPOM AETEKTUPYHOTCS HYKIEWHOBbIE KWUCIOTbI
MHMEKUMOHHBIX areHToB B NIMKBOPE NauWeHTa, MMeeT HW3KWA YPOBEHb YyBCTBUTENbHOCTM, MOCKOMbKY
0ObI4HO He yAaeTcs BbIsIBUTb KOPOTKWM MNepuod BUPEMUWM W MIUKBOPEMWUM, B pesynbTare KOTOpbIX
npoucxoauT nepBuUYHas AuccemuHauusi Bupyca. bonbluas vacte Bo3byautenein HW  oTHocsitcs K
XPOHUYECKUM MHEKUMOHHBIM 3ab0reBaHnaM UK SBMASIOTCS UX OCIIOXKHEHUSMU, KOTOPblE BO3HWKAOT Ha
hoHe UMMyHodebuLMTa, a Takke YHUKanbHbIX peakuuin MMMYHHOW cucTembl. ccnefoBaHne MHAEKCOB
CceneKTUBHOW WHTpaTekanbHoM npoaykuuu antuten (MA) k Bupycam repneca 1 u 2 TWMOB, Kopw,
KpacHyxu, BETPSHOW OCrbl, LMTOMeranoBsupyca, OnwrenH-bappa, Toxoplasma gondii v Borrelia burgdorferi
B NIMKBOPE MO3BOSSIET NOATBEPANTL STUOMOMMYECKYHO NMPUYNHY TeKyLeh HeMponHdeKUmMn. [aHHbIn Mapkep
YYMTBIBAET KOHLEHTPaLMIO cneumduyecknx MIMMyHOrnobynmHoB B CbIBOPOTKE KPOBW, NpoHuLaeMocTs 3B,
a TaKkke HecrneunuIeckUin UHTpaTeKanbHbIi CUHTE3 UMMYHOMMOGYIIMHOB, YTO AeNaeT 3TW TeCTbl OAHUM K3
rnaBHbIX NabopaTopHbIX MHCTPYMEHTOB ANArHOCTUKN HENPOMHEKLWIA.

Tecm 01.02.15.965 UHOekc unmpamekanbHo20 cuHme3sa IgG k supycy 2epneca HSV-1,2

Bupyc npoctoro repneca 1 n 2 tunos (BMM w BIM2) — npeactaBnsooT cobolt HENMpPOTPOMHbIE BUPYCHI,
cogepxawme nuHenHyto agyxuenodyeyHyio AHK. Okono 70-80% nonynsumMmn siBASIKOTCS HOCUMTENsMu
BupycoB. BIMIM u BI2 aBnsetca npuunHOW CneayroLwwmx COCTOSHWIA: 3HUedanuT, MEHUHTUT, MUenuT,
HEeBpUT NMUeBOro Hepsa. NoATBepXXAeHMe MOBbLILLEHHOTO MHTpaTekanbHoro cuHtesa IgG k BIMI1 u B2
npu NOJOCTPbLIX U XPOHUYECKUX HEBPOMOrMYECKMX HO30MOrUsiX, a Takke Mpu OCTPbIX MATONOrUsX, HO C
OTCpOYEeHHbIM BpemeHeM obcnepoBaHuns obnapgaet >80% cneunduyHOCTM U YyBCTBUTENBHOCTU. HyXHO
OTMETUTb, YTO MOBbILIEHVE UHTpaTekanbHoro cuHTesa IgG k BIMIM1 v BIMIM2 yawe Bcero B npeaenax 1.5-10
HabntogaeTtcs npu nonucrneumduydeckoM UMMyHHoM otBeTe (MRZ-peakumsi), KOTOpbIA BCTpPeYaeTcs npu
Takux 3aboneBaHusX, kak pacCcesiHHbI CKnepos, Herlpoboppennos, cuctemHasi kpacHasi BonyaHnka LIHC.
Tecm 01.02.15.955 UHOekc unmpamekanbHo20 cuHmesa IgG k 6oppenusim

Helipo6oppenuos (HB) npeactaensiet cobon oaHy M3 KnuHUYeckux cpopm GonesHu Jlanma, npu KOTopown
LeHTpanbHas n nepudepuyeckas HepBHas cMcTema nopaxaeTcs cnupoxetamu poga Borrelia burgdorferi,
nepeHoCMMbIMU MKCOOOBbIMK Krewiamu. HeBponornyeckas cumnTomatuka npu 6onesHu Jlanma moxet
HabntofgaTbest Kak B HavarnbHyto a3y 3aboneBaHus, Tak U Ha 6onee no3gHUx cpokax 6onesHu. PasnuyatoT
OCTpylo (HeBponoruyeckasi cuMnTomMaTuka HabniojaeTcsl B TeueHue MepBbix 6 MecsiueB rnocrne ykyca
3apaXkeHHOro Kriewa) 1 XpoHundeckyto doopmy (nposisnenms nopaxenus LIHC n NMHC Habniogatotcsa nocne 6
MeCsILEB MEPBMYHOIO UHMUUMpoBaHus). HerpobGoppenuno3, ocobeHHO €ero OTCPOoYeHHasi XpOHUYeckasi
dopma xapakTepusyeTcsi O4eHb pa3HOOOPa3HOW KIMHUYECKOW CUMMTOMATUKON, B TOM YMCHE MEHUHIUTOM,
3HuedanutoM, HeBpuToM YM HepBOB, NOpaXeHMeM MOTOPHbIX HEWPOHOB. BbisiBNeHWe NOBbILLEHHOMO
YPOBHSI MHTpaTeKanbHbIX aHTUTeN Kk Borrelia yka3blBaeT Ha aKTUBHYIO HEMpPOMHMEKUMIO U NoaTBepKaaeT
anarHos Hepoboppenvosa. MoxHO ncnonb3oBaTh BMeCTe ¢ cepoaunarHoctukon (mecm 01.02.15.1035).
Tecm 01.02.15.985 UHOekc unmpamekanbHo20 cuHmesa IgG k mokconnasme (TOXO)

Toxoplasma gondii npegctaBnsier cobon npocrteiiwee. o 70% nogein MoryT SIBNATbCH HOCUTEMSMU
[aHHOrO areHTa, OfHAKO 3TO He MPUBOAMT K PasBUTUIO CUMMTOMAaTWUKWA. Y MaUUEHTOB C MOHWXEHHbLIM
YPOBHEM UMMyHUTETa (COCTOSIHME Mocrne nepecagkn OpraHoB M KOCTHOIO MO3ra, NEePBUYHBIA U BTOPUYHbIE
UMMYyHOOEMMUNTBI) aKTMBaUMs TOKCOMMasMbl NPUMBOAWUT K pPasBUTUIO TOKCOMMa3mMo3a — TSHKENOro
MHEKLUMOHHOrO 3aboneBaHusi, B NEPBYD ovepenb, MOpaKarLero LEHTPanbHYl HEPBHYH CUCTEMY U
NPOSIBMSAIOLLErocs  3HUEedanuToM, MEHWHTUTOM,  CyOOPOXHbIMWA  Mpunagkamm 1 doKarnbHbIM
HeBponornyeckum geduumtom. MNatrepH MPT numdomel LIHC yacto cnoxHo aunddepeHumpoBaTb OT
Tokconnasmo3a LIHC. B cBfi3n ¢ BbICOKOW pacnpoCTpaHEHHOCTbIO MHMUMpoBaHusa Toxoplasma gondii y
HaceneHns MoBbILLEHWE MHTpaTeKkanbHOW MPOAYKUMU aHTuTen k Toxoplasma gondii sBnsieTcs rnaBHbIM
Mapkepom Tokconnasmosa L|HC.

Tecm 01.02.15.960 UHdekc uHmpamekanbHo20 cuHmesa IgG npu kneuweeom 3Hueghanume (TBE)
Bupyc kneweoro sHuedpanuta (BK3) — npeacraesnset cobon PHK-copepalumnii HeMpoTponHbIA BUPYC.
lMyTn nepegayn BMpyca: TPAHCMUCCUBHbLIWA, Yepes3 YKyCbl MKCOAOBbIX Krellen (Ixodes persulcatus, Ixodes
ricinus) W anvMeHTapHbIi NpW ynoTpebneHnn B MUy CbIpOro Morioka ko3 u kopoB. BKO sBnsetcs
NPUYMHOW  CriedyloWmnx  COCTOSHUWA:  3HUedanuT,  MEHWHIUT,  MEHWHrosHuedanuT,  Muenur,
nonupaavkynonaTusi, HEBPUT YEpenHblX HEPBOB, MOPAKEHUE MOTOPHLIX HEWPOHOB — MONMOMOAOGHbLIN
cuHgpom. Ceponorudeckoe obcrnefoBaHWe He MOXET NOATBEPAUTb HEBPOMOrMYECKUiA AnarHo3. B otnuuve
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OT MCcrnedoBaHUs KOMMMEKCHasi OLEHKa COAEpXaHUs aHTUTen B JIMKBOPE C OLEHKOW CEeneKTMBHOCTU
npoAyKuMun nos3sonsieT noaTeepanTb BKO aTmnonornio HeBponornyeckor cumnTomaTkm.

Tecm 01.02.15.990 UHOekc uHmpamekanbHo20 cuHme3sa IgG k supycy kpacHyxu (RUB)

Bupyc kpacHyxu — npeactaensiet cobon PHK-copepxaluuii Bupyc. [aHHbI BUPYC BbI3biIBAET XapakTepHbIi
CMMMNTOMOKOMMNIMEKC KaTaparibHOro MOPaXeHWs CrM3WUCTbIX, NMMJQOAEeHoMaThn, Cbinu 1 NINXOPaAKK.
Hesponoruyeckumm OCOXHEHNSMN Ha3bIBalOT OCTpbIiA 3HUedanur, NOCTUH(PEKLMOHHBIV
aHUedanoMuenuT M MPOrpeccupylolMin - KpacHyLWHbI  naHaHuedanut. [lonoxuTenbHble 3HavYeHus
MHTpaTeKarnbHOro CuHTesa MOryT HabnoaaTbCa He TOMbKO NMpU BUPYC-CNeLndUYecknx UHMEKUMAX, HO U
npv nonmcneundnyeckmx peakumsax npyn paccesHHOM Ccknepose, Helipoboppenuose.

Tecm 01.02.15.1000 UHOekc uHmMpamekanbHo20 cuHme3sa IgG k eupycy kopu (Measles)

Bupyc kopu (BK) — npeactaBnset cobon PHK-coaepxaluii Bupyc. [JaHHbIN BUPYC Bbi3bIBAeT XapakTepHbIN
CMMNTOMOKOMMIEKC MNOPaXKeHWs1 AbIXxaTeflbHON CUCTeMbI, CbiMU M nuxopadku. B pegkux cnyyasx MOXHO
HabniogaTb HEBPOMOrMyeckne OCMOoXHEHWs. [aHHbId BMPYC Bbi3blBAaeT 4 OCHOBHbIX HEBPONOrMYecKux
CMHApOMA: OCTpPbIN 3HLUEedanuT, NOCTBUPYCHbIN 3HLedanoMmenuT, KopbeBoW dHLEeManuT C BKITHYEHNAMY,
NoJoCTPbIA  CKNEepo3vpyoLWMn  NaHaHuedanuT. [lpn HEeBpONornyeckMx CuHOpPOMax, Bbi3BaHHbIX BK,
HabnogaeTcs MOBbLILWEHHbIN  MHTpaTekanbHbll cuHTe3 IgG k BK, paccuuTbiBaeMblli € y4yeToMm
NPOHMLI@EMOCTN remaTtoaHuedanuyeckoro Gapbepa W KOHUeHTpauun aHTuTen k BK B cbiBopoTke.
YyBCTBUTENBHOCTL AaHHOro metoga aocturaeT 100%.

Tecm 01.02.15.995 UHdekc uHmpamekanbHo20 cuHmesa IgG k eupycy eempsiHol ocnbl (VZV)

Bupyc onosceiBatowero nuwas (VZV) - npegcraBnseT coboil HEMpOTPOMHbIA BUPYC, COAepXaLluui
nvHenHyto asyxuenoyveyHyto IHK. Okono 60% nonynsuum sensiotca Hocutenamu VZV. Bupyc saensietcs
NPUYMHOW  CredylowWwmx COCTOSHWIA:  dHUEedanuT, MEHWHIUT, MWenuT, HeBPUT §nWULEBOro HepBa,
nonMpaaukynonaTus, a Takke CTBOMOBbIX MHCYNIbTOB B MPecTapenioM BO3pacTe M MO3XEYKOBOW aTakcum Ha
doHe ocTpon MHdeKUMn B AeTCKoM Bo3pacTe. NoaTBepxaeHVe NOBLILEHHOTO MHTPaTeKanbHOro CuHTesa
IgG k VZV obnapgaet >80% cneunduYHOCTM M YyBCTBUTENBHOCTW. VIHTpaTeKanbHbIA CUHTE3 MOXeT
NoBbILLATLCS MPU NonucneumMguyecknux peakumsix Npu paccesiHHOM ckrepose, Heipoboppenuose.

Tecm 01.02.15.980 UHOekc unmpamekanbHo20 cuHmesa IgG k supycy 36B/EBV

Bupyc OnwTteinH-bapp (BOB) - npeacTtaBnsieT coboli HEWPOTPOMHbLIA BUPYC, COAEpXaluii NUHENHYHO
aByxuenodedHyto OHK. TecT BbISBRSIeT WHTpaTekanbHyl (T.e. OrpaHUYeHHy obornoykamu Mosra)
NPEenMyLLIeCTBEHHYIO MPOAYKUMIO aHTUTen K aHTureHam BOb, koTtopas npeobnagaeT Hag cUCTEMHOW
npogykumen. Ero BbisiBNeHne ykasbiBaeT Ha TEKYLUMA aKTUBHbIA MMMYHHbIA OTBET B LIeHTpanbHOW HepBHOM
cucTeMe, HampaBrieHHbI Ha aHTWreHbl BUpyca, MO3TOMY MOXET MCMoNb30BaTbCA ANs 0OHapyxeHus
OCMOXHEHUA  CUCTEMHOM  WHdekumn, B ToM uyucne BIb-accouumpoBaHHOM  3HUedanuTe,
MEHWHroaHuedannTe, acenTMYeckoOM MEHWHIUTEe, napanuyax uYepenHbliX HepBOB (NOABSA3LIYHOrO,
CMyXOBOr0 W FMLEBOr0), HEBPOMATUSIX MIEYEBOro ChnreTeHus, cuHapome [uieHa—Bappe, aBTOHOMHOM
HemnponaTum, OCTPOM MOIKEHKOBOW aTakcuu, NonepeyHoM MuenuTe.

Tecm 01.02.15.970 UHdekc uHmpamekanbHo20 cuHmesa IgG k eupycy LUMB/CMV

Lintomeranosupyc (LUMB) — npeactaBnsieT cobol HEWpOTPOMHbIA BUPYC, COAEpXalinii NUHENHYHO
asyxuenoyeynyto JHK. LIMB sBnseTca npyyvMHON Creayowmx COCTOSAHWIA: aHLedanuT, MEHUHIUT, MUENWT,
nonupagukynonatus. B cnyyae nepuHatanbHow LIMB-uHdekuMM ee nposiBNEHUsIMU MOryT SIBNSATLCH
rngpouedanvsi, HepoceHCopHasi [nyxoTa, 3afepXka PpasBUTUSE W HapyLueHUe WHTennekTyanbHbIX
YHKUMIA, CyAOpOXHbIE NpuUnNagkn, odpTanbmonornvecke HapyweHus. [lonoXuTenbHbIi  pesynbTaT
uccrnefoBaHWs MO BbISIBMIEHUIO WHTpaTeKanbHOrO CcuHTe3a aHTuTen knacca IgG Kk aHTureHam
LuMTOMEranoBmMpyca MOXET YKasbiBaTb Ha TEKyLylo LMUTOMEranoBUPYCHYI WHMEKUMIO LieHTpanbHOWM
HEpPBHOIN CUCTEMBI.

Tecm 01.02.15.1005 MRZ-peakuyusi npu paccesiHHOM ckriepo3e (He meHee 1 ms siukeopa!!!)

Ona paccesiHHoro cknepo3a (PC) xapaktepeH eHOMEH WHTpaTeKkanbHOro nonucneunduyeckoro
VWMMYHHOTO OTBETa MNPOTUB aHaMHECTUYECKMX aHTUIeHOB, T.e. BUPYCHbIX W GakTepuanbHbIX areHToB,
KOTOPbIMW MauUMeHT Bbin 3apaxeH Unu NpoTMB KOTOPbIX BakuuHUpoBancs. [aHHbln cheHoMeH Obin Ha3BaH
MRZ-peakuuen, 4To nogpasymeBaeT NOBbILLEHNE UHTPATEKaNbHOW KOHLEHTpaLMN aHTUTEN K BUpycam Kopu
(M), kpacHyxu (R) n BeTpsHol ocnbl (Z). MRZ-peakuus cuMTaeTcs NonoXxuTenbHON, ecnn obHapyxmBaeTcs
MOBbILUEHHbIA CUHTE3 aHTUTEen K ABYM W Gonee BUpPYCHbIM areHTam. MRZ-peakuusi MMeeT BbICOKYHO
AMarHocTuyeckyto 3HadmmocTb ansi PC B CBSI3W C BbICOKMM ypoBHEM crieuudmyHocTn (4o 98%). Takke
MRZ-peakums He HabniogaeTcs npu Apyrvx OeMUenuHu3vpylomx 3aboneBaHunsx — GonesHu cnekTpa
ONTUKOHEPOMMENUTA, OCTPbINA ANCCEMUHMPOBAHHbBIN 3HLedanoMmennT. YyBCTBUTENBHOCTL AAHHOMO TecTa
coctaenser 30-50%. O6HapyxeHune MRZ-peakumm C OYeHb BbLICOKOW BEPOATHOCTbIO NoATBEpPXAaeT
anarHo3 PC. WUccnepoBaHne pekomeHOyeTCs NPOBOAWUTE COBMECTHO C OMpeferieHneM OnUroKNoHarnbHbIX
MMMYHOrNobyrnMHOB 1M cBOBOAHbIX Nerkvx uenen (mecmsoi 01.02.15.155 u 01.02.15.292).
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CepopamarHocTuka HEBPOJIOrM4ecKnx 3aboneBaHui: aymouMMyHHbIU sHueghanum,
rnapaHeoriacmu4yeckue  aymouMMyHHble — CUHOPOMbI,  Muenumbl U Muesionamuu,  CUCMEeMHbIe
pesmamuyeckue 3aboreeaHusi U cucmeMHble 8acKynumsbl, Helipoboppenuos, Helipocapkoudos, b6onesHb
Bexyema.

AyToMMyHHble 3HUedanuTbl (AJ) 3TMONOrMYECKM CBSI3aHbl C NfyMOpPanbHbIM U KNETOYHbIM MMMYHHbIM
OTBETOM MPOTMB TKaHeW HepBHOW cucTembl. CnekTp nposiBrieHMn A3 O4YeHb LUMPOK M MOXET BKIoYaTb
CUMNTOMbI  MMMOMYECKOro,  CTBOMOBOTO  3HUedanuTa, MWennTa, MO3XKEYKOBOW  AereHepauuu,
nonuHerponaTum, MNEpPKMHE30B, a Takke 04aroBoro nopaxeHus. Kpome atoro, AQ MOXeT ObiTb NPUYNHOM
ayToummyHHon anunencuun. CyllecTByeT HECKONbKO pPa3HOBMOHOCTEN aHTUHEWPOHamnbHbIX aHTuTen,
cBsizaHHbIx ¢ AD. OHuedamuTbl, accouMMpoBaHHbIE C aHTUTeNamMn K BHYTPUKIETOYHbIM
aHTMHeMpoHanbHbIM aHTureHam (Hu, CV2, Ma1, Ma2, Yo, Ri, GAD65, amdcpudcdusuH), yalie Bcero
pa3BuBaloTCcs Ha hOHE KNaccu4yeckoro naHaHeonnacTU4Yeckoro npouecca — Npy pake MOMOYHOW Xernesbl,
ANYHUKOB, MENKOKNETOYHOM pake nerkoro. [lapaHeonnacTuyeckue HeBpONOrMyeckMe CUHOPOMbI MOryT
pa3BuBaTbCs [0 0OHapYXXeHUsi Camol OMyxomnu, NO3TOMY SIBMSIIOTCS MapKepoM OHKOMNOrM4eCcKoro npouecca.
AHTUTENna K NOBepXHOCTHbIM peuenTopHbiM aHTureHam (NMDA (NR1/NR2B), AMPA (GIuR1/GIuR2),
GABAB1, GABAA, mGIuRS5, LGI1, CASPR2, DPPX, mGIuR1 v psgy Apyrvx peLenTtopoB) XxapaKTepusyror
Apyryto rpynny COOCTBEHHO ayTOMMMYHHbIX 3HUedanuToB. [Ans pAaHHbIX 3abonesaHuii, Hapsgy C
3HUedanuToM XapakTepHbl nuMMOMYeckue, IKCTpanMpamuaHble, MNCUXMYECKME, MCUXOTUYecKne 1
aNUnNenTUYeckne OCOXHEHWS. [N Kaxaoro Tuna ayToaHTuTen HabnogaTes cneunduyeckme CUMNTOMbI.
Tak, aHTuTena k LGI-1 npuBOAsAT K KNUHUKE OUCKMHE3UWM U ryunoHaTpuemwum, aHtutena k CASPR2 — k
CUMMNTOMaM HeNpoMUOTOHMM U cuHapomy MopeaHa. Peakue cnyvam ayTOMMMYHHOro 3HuedanuTa
BO3HMKalOT 6e3 noanexaiuen onyxonu. MNoBbILWEHHbIN CUHTE3 ayToaHTUTen B nukeope npu AD sBnsieTcs
bonee 3Ha4YMMbIM MapKkepoM ayTOMMMYHHOrO HEBPONOrMyeckoro 3aboneBaHWsi MO CPaBHEHWMIO C WX
CbIBOPOTOYHOW KOHLieHTpaumen. Mpu nogospeHun Ha napaHeonnacTuyeckne HeBPONOrmyeckne CUHAPOMBI
peKkoMeHAyeTCs UCCnefoBaHUe Ha aHTUHeWpoHanbHble aHTutena (mecm 01.02.15.1085) n uMmyHo6noT
aHTUHeWpOHanbHbIX aHTuTen (mecm 01.02.15.401). OaHHble TecTbl NO3BOMSIOT BbISBUTL Hanuuue
napaHeonnacT4Yeckoro ayToMMMyHHOro npouecca. [py HanuyMmn pesncTeHTHOW K Tepanuu anunencun ¢
(NpeanonoXxvTensHo) ayTOMMMYHHOIN 3TUONOrMeN pekoMeHAyeTCs NPOBOANTL UCCNEAOBaHNS Ha aHTUTena
Kk NMDA peuentopy (mecm 01.02.15.456), antutena k LGI-1 1 CASPR2 (mecm 01.02.15.920) n aHTutena
npv napaHennactuyeckom aHuedanute (mecm 01.02.15.401).

MuenuTbl 1 MMenonaTumn npeacTaBnAlT OOLUMPHYIO rPYNMy COCTOSHUIA C MOPaXeHWeM CMMHHOro Mo3ra.
CyLuectByeT 6onblloe KONMYECTBO NPUYMH Pa3BUTUSI XapakTEPHOW KMMHUYECKOW CUMMNTOMAaTUKU, NpU 3TOM
BblAENSAT KOMMPECCUOHHbIE, cocyaucTble (B Tom uymcne A®PC u apyrme koarynonatum (CM.HWUXeE),
BOCNanutenbHble W ayTOMMMYyHHble, BKM4Yas onTukomuenut (mecm 01.02.15.1595), PC (mecm
01.02.15.346), nonepeyHbIi MUENUT MPU PEBMATUYECKMX 3aboneBaHNaX U BackynuTax, capkongos (mecm
01.02.15.370), vHdekumm (VZV, HSV1/2, CMV, Borrelia, Syphilis, Toxo n gp., cm TecTbl B pasgene
HeMpouHMeKunM), aHomanuu pas3BuTUS, HacneacTBeHHble 6GonesHn (mecm  01.02.05.335), wu
MeTabonuyeckue nNpudmHbl, Hanpumep B12 necduumt npu aytoummyHHom ractpute (mecm 01.02.15.610).

CuctemHble 3aboneBaHus coeanHutenbHon TkaHum (C3CT), Takve Kak CMCTEMHas KpacHasi BOnyaHka
(CKB), cuHgpom LlerpeHa, cknepogepmusi, BoOcCnanuTenbHble MWONATUM  YacTO MPOSIBNSOTCHA
HEBPOJIOMMYECKON CUMMNTOMATUKON. BoBreYeHne HEpBHOWM CUCTEMBbI NMPU CUCTEMHbIX 3ab60neBaHUsIX OYEHb
pasHoobpasHo. Tak, Ha pasnuuHbix 3Tanax TeyeHns CKB u GonesHu LlerpeHa y naumeHTOB MOXeT
pa3BMBaTbCA MONUHENpPONaTUs, MONepeyvHbIi MUENuT, uwemudeckme HapyweHus LHC, naxumeHuHruTt,
OEMUENUHU3MPYIOLLIME OYaroBble HapylleHusi, 3HUedanuT, rmnepkuHesbl. JlabopaTtopHble TecTbl Ha C3CT
[OIMKHbl ObITb BKMIOYEHbI B 06CrneAoBaHMe MNaUMEHTOB C MOAO3PEHMEM Ha AeMUenuHU3upYoLimne
3abonesaHns LIHC, BocnanutenbHble MOMMHeMponaTtuM, MWENUT W pPaHHUE WHCYNbTbl, a Takke
LenecoobpasHo obcnefoBaTh NALMEHTOB Ha pa3nuyHble hopMbl BACKYNTMTOB M BacKynonaTuii.

Tecm 01.02.15.1085 OnpedeneHue aHmMuHelpoHanbHbix aHmumen (HPUP)

WccnepoBaHue CbIBOPOTKM KPOBW HA Hanmuuue aHTUTENn K TKaHsM HEpBHOW CUCTEMbl (MOIXKEYKY W
rynnokamny) no3BonsieT BbISIBNSATL LUMPOKUIA CNEKTP CEPONOrMHYECKX peakLmii, XapakTepHbIX Ans aHTuTen,
BCTPEYaKoLLMXCS NPU ayTOUMMYHHOM 3HLUedanMTe n napaHeonnacTMyeckmx HeBPONornyecknx CMHApoMax.
WccneposaHne pekomeHayeTcs Ana anddepeHumanbHOn AMarHoCTUKM MHAEKLIMOHHOMO U @y TOUMMYHHOTO
nopaxeHuss LeHTpanbHOW W nepudpepuyeckorl HEpBHOM CUCTEMbI, AMArHOCTUKUM  ayTOUMMYHHOMO
3HUedanunTa, AMarHOCTUKV NapaHeonnacTU4ecknx HEBPONOrMYeCcKNX CMHAPOMOB.




Tecm 01.02.15.401 AHmuHelpoHallbHble aHmumeJsia npu napaHeruiacmu4yeckom aHyeganume (Yo-
1, Hu, Ri, Ma2, CV2, am¢puchu3suH)

WccnepoBaHve aHTUHeENpPOHanbHbIX aHTUTENn (mecm 01.02.15.1085) cnepyeT AOMOMHATL UMMYHOGNOTOM
aHTUHEeWpoHanbHbIX aHTUTen K aHTureHam Yo-1, Hu, Ri, Ma2, CV2 n amdpudcdusmHy. 310 nossonset
3HaYUTENbHO YBENMUYNTL CMEKTP BbISIBMSEMbIX NaTONOMiA, a Takke NOATBEPAUTb NAaTTEPH CBEYEHUS.

AyToaHTUTENna HeBponoruyeckasa cumnTomaTmka Onyxonb

AwTi Hu (HuD) CeHcopH. HGBpOI‘IEiTI/I"r'!, MWUENnuT, Mepxoxnemwuﬁ pak rnerkoro,
NMMBUWY. 1 CTBONOBOW 3HUEedanuT HelipobnacToma

AHTK YO (crd62) Mo3sxxeukoBasi gereHepaums (atakcusi) ANYHKK, MONoYHas xenesa

AHTU Ri (Nova1) OHuedanut cTBona Mo3ra, MMOKIoHyc | MonoyHas xenesa, MenkokneToy. pak

AHTK Ma2 (PNMA) OHuedanut cTBona Mosra, atakcus CemMunHoma

AHTM CV 2 Pa3HoobpasHble NH-cumnTombl M-K pak nerkoro, Tumoma

CVHAPOM «PUrMOHOIO YenoBeKay,

o MonouHas xenesa
CY[OPOXHbliA CUHOPOM

AmdburcunsmH

Tecm 01.02.15.561 Aumumena k 2nromamam-dekap6okcunase (aHmu-GAD)

Hekapbokcunasa rnytamuHoBoW  kucnoTel  (GAD) nokanusyeTcs B CMHanTUYEcKUX  Be3uKynax
npecuHantuyeckux FAMK-epruyeckux TepmuHanei, B kadecTBe epmMeHTa Heobxoaumoro Ansi cuHTesa
FAMK (ramma-amuHomacnsiHas kucnota). CuHTE3 ayToaHTUTen B OYeHb BbiCOKOM TuTpe k GADG65
HabnogaeTca nNpu  CUMHAPOME PWUMMAOHOTO YenoBeka W Nporpeccupylowlero  sHuedanomvenura ¢
PUIMOHOCTBIO M MUOKIMOHYCOM. [Insi cMHApOMa pUr1MAHOro YenoBeka XapaKTepHO NOBbILLEHNE TOHYCa MbILLLY
pasrnbaTtenen KOHEYHOCTEW, MbilleyHble Cha3mbl W Cy[OpOXHble npunagki. [Ons nporpeccupytowero
3HUedbanommennTa € PUNMOHOCTBIO W MUOKIIOHYCOM XapakTepHO COYeTaHue reHepannaoBaHHbIX
MWOKIIOHWIA, TMNEP3KNINEeKCMK, CTaTU4ECKON W/ AMHAMUYECKON MO3XKEYKOBOW aTakcuu, BereTaTuBHbIX
HapyLUeHNA C MbILLIEYHON PUMMAHOCTBIO M ChMasmMamy Mblll, B OTBET Ha CEHCOPHbIe pasgpaxeHus.
AHnTnTena k GAD moryT ObITb B BBICOKMX TUTpax 06HapyxeHbl B nukeope (mecm 01.02.15.561).

Tecm 01.02.15.456 Aumumena k NMIDA- entomamMamHomy peuenmopy

Antutena k NMDA (N-metun-D-acnaptar)-rntoTamaTHOMY — peuentopy OTHOCAT K  CeMeWcTBy
«aHTUHEeNPOHanbHbIX aHTUTEN», pearnpylowmnx C peLenTopHbIM annapaTtoM HEWpPOHOB, OMOCPeAyHLLNX
MeXHEeNpoHanbHyl0 nepegady curHana M CUHaNTUYECKYyH MnacTuyHoCcTb. OHU SIBMSOTCA OCHOBHbLIM
MapKepoM  «KMaccu4yeckoro» ayTouMMyHHoro 3Huedanuta (AD) — 3aboneBaHus, nopaxaroLlero
NPEenMyLLIeCTBEHHO MOSIOAbIX XEHLUMH U NOAPOCTKOB. Hepeako sHuedanut uMmeeT napaHeonnacTuyeckyio
npvpoady ¥ accouMmpoBaH C TepaToOMOW AWYHMKOB U sindek. 3aboneBaHne AebOTUPYET C noBedeHYeCcKuX
paccTpoNcTB, 3aTeM pa3BMBAlOTCA HapyLUEHUs CO3HaHMsi U cypoporn. B psige cnyvaeB oTmevaeTcs
camocTosiTensHo, 6e3 cBA3n ¢ onyxonbto. AHTMTena k NMDA peuenTopy MoryT ObiTb B BbICOKMX TUTPax
obHapyxeHbl B nukeope (mecm 01.02.15.456). lNpu ayTOMMMyHHOM 3HUedanuTe peKoMeHayeTcs
[ononHuTensbHo BbiABNATL aHTuTena k LGI-1 n CASPR2 (mecm 01.02.15.920)

Tecm 01.02.15.920 AHmumerna Kk aHmuaeHaM Kanueebix kaHanoe (LGIl-1 u CASPR2)

OHuedanuT, WHOYUMPOBAHHBIN  aHTUTENnamMm K KanueBbIM  KaHanam, $BNseTca BTOpoW  no
pacnpoctpaHeHHocTn dopmont AS nocne aHTu-NMDA-accounmpoBaHHoro AQ. AS ¢ aHTutenamm k LGI1,
nposBnseTca  NMMbuyeckum  3HUedanuToM C  MnapuuanbHbeIMKM - SMUAENTUHECKMMWU  NPUCTynamu,
NCUXOMNaToNOrMYyeckuM CUHAPOMOM, runoHaTpuemuen. [NpuobpeTeHHass HEWPOMMUOTOHUSI  (CUHOPOM
Wcaakca), cuHapom MopBaHa u numbudeckuii AD SIBNAKOTCS OCHOBHBLIMM KIUHUYECKUMU ddopmMamMu, npu
koTopbix CASPR2 gBnsietca muweHbto ans aytoaHtuten. Avtutena k LGI-1 u CASPR2 moryT 6biTb B
BbICOKUX TUTpax o6HapyxeHbl B nuksope (mecm 01.02.15.920).

Tecm 01.02.15.1285 Aumumena k peyenmopam LGI-1, CASPAR2, AMPAR, GABAR, NMDA
Pa3sepHyToe ob6cnenoBaHne OCHOBHbIX PAa3HOBMAHOCTEN aHTUHENPOHATbHBIX aHTUTEN, HanpaBneHHbIX K
MeMBpaHHbIM aHTUreHam HerMpPOHOB, KOTOPOE LienecoobpasHo BLIMOMHATE NPU 0BHAPYXXeHUN CBEYEHNs B
MOIEKYNAPHOM Croe rmnnokamna no AaHHeiM mecma 01.02.15.1085

Tecm 01.02.15.576 AHmumena k akeanopuHy-4 (NMO) knacca IgG

AHTUTENA K aKBOMOPUHY-4 SBMSIOTCH OCHOBHBbIM CEPOSIOTMYeCcKMM Mapkepom onTukomuenuta [eswka.
AHTUTENA K aKBanopuHy-4 pearvpytot NpoTnB TpaHCMeMBpaHHOro BOAHOIO kaHana, KoTopblii NpucyTcTByeT
B AMCTalbHbIX KaHamnbLUax MOYKM U MeHWHreasbHbIX cocydax. AHanu3 nuksopa Mpu ONTUKOMUEnuUTe
XapakTtepuayeTcsi BblCOkMM uuTO30M (>50 kn/mkn, Gonee 5 IMMH/mkn) vacto noebiweH Qalb (mecm
01.02.15.580). AHTuTena k akBanopuHy-4 otmevatotcst y 80-85% 60nbHbIX C HEMPOONTUKOMUENUTOM.

Tecm 01.02.15.1595 fQuacHocmuka 3abosiesaHuli cnekmpa Helipoonmukomuenuma (AHmumena K
MOG u akeanopuHy-4) KombuHupoBaHHoe obcnefoBaHvWe [OnA BbISBIIEHUS OCHOBHbLIX aHTUTEN npu
3CHOM, nosBonsieT Takke BbISBUTb aHTUTENa K MWENMHOBOMY ONUroAeHAPOLMTapHOMY FMKONPOTENHY
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(MOG), koTopble 0BbLIMHO BbISIBMSOTCH NPY OCTPOM AMCCEMUHUPOBAHHOM 3HLUedanoMuenute y aeten u
NOAPOCTKOB, OAHAKO BCTpeYalTcs Y noarpynnbl 60MbHbIX C MOHOMAa3HbIM HEMPOOMTUKOMUENTUTOM.

Tecm 01.02.15.1035 UmmyHO6:10m aHmumen k 6oppenuam IgG u IgM (14 anmuzeHos)

[aHHoe nccnepoBaHue BbisiBNsieT aHTuTena Kk 14 avtureHam Borrelia afzelii, Borrelia garinii u Borrelia
burgdorferi sensu stricto, 4TO NO3BONSAET He TONMbKO MOATBEPXAATb AMarHo3 Goppenuosa, HO Takke
onpegensTe ctaguio 6onesHn, TMn Bo3byauTens U OUEHUTb OTBET Ha MPOBOAUMYHK Tepanuio. B cBasm ¢
nepcucteHunen Bo3ByauTensi, BO MHOMMX Criyvasix WMMMYHONOMMYECKUA OTBET HE MogYUHSIeTCst
Knaccuyeckum 3akoHam IgM—-IgG nepexopa, NoaToMy Aaxe B XPOHWYECKMX CTaausx 3abornesBaHus MoryT
npeobnapgatb aHTMTen knacca IgM. TecT BbiIIBNsSieT aHTUTEna HamnpaBlieHHble K MOBEPXHOCTHbIM U
CTPYKTYPHbIM aHTUreHam Goppenuii, AaBasi BO3MOXHOCTb YTOYHUTL cTaguo 6onesHu, Tun Bo3dyauTens, a
TakkKe OLEHWTb OTBET Ha MpoBOAMMYHO Tepanuio [pu nogospeHun Ha Helpoboppenuos pekomeHZyeTcs
nccnefoBaHue MHTpaTekanbHOM NpodyKumn aHTuTen K Borrelia burgdorferi (mecm 01.02.15.955).

Tecm 01.02.15.370 AkmugHOCMb aH2UOMEeH3UH-Npespawjarouie2o ghepMeHma cbieopomku
Capkonpgo3 npeacTaBnseT CoOOM XPOHUYECKUIA TpaHyneMaTo3HbI npouecc, 0OblYHO MopaxatoLwumi
numdaTnyeckme ysnbl cpefocTeHus. Kpome nopaxeHus nerkux, Hepegko OTMeYaeTcs BHernerovyHas
cvMMNTOMaTvKa, Takasi Kak yBewWT, y3noBaTasi 3puTema, apTpuTbl, obpasoBaHue rpaHynem B LHC,
HanoMUHaKLWMX paccesHHbI  Cckrnepo3. [paHynembl, COCTOSUME W3  BOCMANUTENbHbIX  KMNETOK
MeTabonuyeckn akTWBHbI W CUHTE3MPYIT MeauaTopbl MMMyHHOro oteBeta. OAHMM M3 MPOAYKTOB
CapKovAHbIX FpaHynem sIBNSIETCS aHrMOTeH3UH-NpeBpawarwmin gepmeHT (AlNP). Ero akTMBHOCTL Npwu
capkovao3e ypaBHOBELUMBAETCS APYIMMU cUcTeMaMu perynsaummn aptepuansHoro aasnenns. CuHtes Ao
3aBUCUT OT 0BLLEro YMcra rpaHyneM, ero cofepxaHne Bbille NPU BHEMErOYHbIX MPOSBIEHUSIX.

Mpu capkonpgose Bbicokast akTMBHOCTL AlMN® oTmevaetcs y 70% nauveHToB, npuyeM udalle npu
BHENEroYyHoM MOpaXeHWn. AKTUBHOCTb hepMeHTa MOXeT OblTb Hecneuuduyecks MoBbiLeHa npu
MHPEKLUMSIX MOYEBBLIBOASALLMX NYTEN, TSHXKENON cepaeyHoi HegoctatouHoct, CMAe.

Tecm 01.02.15.005 AHmuHykneapHbit chakmop (AHP) Ha krnemoyHou nuHuu Hep2 (HPU®P)
AHTVHYKNeapHble aHTUTena ob6HapyxuBaloTcs 6narogaps MX CBA3bIBAHUKO C  BHYTPUKIETOYHBLIMU
aHTUreHamn nepeBMBaeMON INWHWM KNeTok anuTenusi denoseka (HEp-2). CopepxaHue aHTUTEN
OLUeHMBaeTCst B BMAE TUTPa CbIBOPOTKU, YEM OH Bbllle — TeM aHTuten Gonbwe. AH® B Tutpe 160-640
MOXeT oTMeuvaTbest y 1-2% 3aopoBbIx nuu, B TTpax 1280 1 Gonee ykasbiBaeT Ha BbICOKYIO BEPOSTHOCTb
C3CT, npexge Bcero CKB. Kpome TuTpa CbIBOPOTKM, NPV MOMOXUTENbHOM pe3ynbTaTte aHanusa
OMKMCbIBAETCA TUM CBEYEHUS siApa U LUTONMasMbl KNETKA. Tun cBeYeHns 06ycrnoBneH LWMPOKUM CEKTPOM
aHTUTEN, KOTOpble HaxoOsT CBOM MULLEHW BHYTPWU KreTkun. B cooTBeTCTBMM C  MexayHapoOHOW
HoMeHknaTypon 2018r. onmncaHo 30 TunoB (AC-#) cBeuyeHuss (CM. www.anapatterns.org), OfHako B
KIMMHMYECKOW NpaKTWKe Yallle BCEro BCTPEYaEeTCsl 7 OCHOBHbIX BApWaHTOB:

Tun cBeYeHusA AC-# MwuiwieHu aHTUTEN 3aboneBaHus

[oMoreHHbIn/ AC1/ XpomaTtuH (acOHK, rucTtoHbl) CKB, cknepoaepmus,

Mepudepuyeckuin AC11,12 ayTOMMMYHHble GONE3HW NeYeHn

paHynsipHbIv AC4,5 HykneonpotenHbl(RNP,Sm,SS-A) CKB, OKB, PA, 1oPA, c.lerpeHa

AppbiwKoBbIn AC8-10 AHTUreHbl sapbiLLKa OundbdpysHas cknepogepmusi

LleHTpomepHbIn AC3 LleHTpomepbl B JlokanuaoBaHHas cknepoaepmusi
xpomocome(CENP)

Lntonnasmatundeckuii | AC15-20 | AHTWUreHbl LMToniasmebl AyTOMMMYHH.60ne3HU neYyeHn

Touku B sgpe AC6,7 HykneonpoTeunHsbl AyTOUMMYHH.60ne3HU neYyeHn

MuToxoHApVanbHbI AC21 MwuToxoHgpum ML

WHorpa moryT ObiTb OAHOBPEMEHHO OMMCaHbl 2 TWMA CBEYEHWS, NMPU KOTOPbIX OAWH B HU3KUX TUTpax
MackupyeT apyroi. [Mpu BbisSIBNEeHWM nonoxuTenbHoro pesynstata AH® Heobxoaumo noctapaTtbesi
YCTaHOBUTb @HTUIEHHbIE MULLEHWN aHTUHYKNEeapHbIX aHTUTeN C NMOMOLLbI0 BbisBneHnsa anTuten K AcAHK un
psiAa MMMYHODMNOTOB, BbISBMSAIOLMX aHTUHYKINeapHble aHTuTena (Tectbl 01.02.15.165/535/320).

Tecm 01.02.15.245 CkpuHuUH2 cucmemHbix 3abonegaruli (AH® u SHA (ENA)-ckpuH)

MpencTtaBnset cobort kombuHaumio AH® n NdA-Tecta Ana obHapyXeHUs aHTUTEN K IKCTparupyembim
fAnepHbIM aHTureHam (OHA) - mecm 01.02.15.160. SHA - 31O nerko pacTBOpVMbIe KOMMOHEHTbI sapa
KNeTKW, KOTOpble MOrYT yTpaumBaTbCs U3 aNUTENManbHOW KNeTku nuHumM Hep-2 npu ee dukcaumun. B Tom
cnyyae (He 6onee 3-5%), ecrnn aHTUHyKNeapHble aHTUTeNa HanpasneHbl Tonbko K OHA-aHTUreHam, AH®
Oypnet noxHo-oTpuuateneHbiM. [pu  aunarHoctuke C3CT paHHoe KOMOMHMpOBaHHOE obcnegoBaHue
obnapaeT uyyBcTBUTENBHOCTLIO 98-99%, YTO MO3BONSET UCMOMbL30BaTb E€ro AN UCKMIHYEHWs AuarHosa
C3CT (ckpuHUHra) B criy4ae HESICHOW KIIMHUYECKON KapTWHBI.
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Tecm 01.02.15.165 UmmyHO6/10mM aHMUHYKII€apHbIX aHmMumersn

MMMyHOBNOT  aHTUHyKNeapHbIX aHTuTen npefacraBnser coboW OCHOBHOWM MeTond —onpedeneHus
cneunduyHOCTU aHTUTEN NPU NONOXUTENBHOM pedynbTate AH®. HekoTopble U3 aHTUHYKNeapHbIX aHTUTen
06bIYHO BCTPEYaOTCSH U30NMPOBAHHO, HEKOTOPbIE OTMEYAKTCS COYETAHO.

AHTUreHb! 3aboneBaHus AHTUreHbI 3aboneBaHus

Sm (Smith) CKB (nab.kputepuit) snRNP/Sm C-m Wapna, CKB

SS-A (52 1 60 ka) CKB, KB, c-m LerpeHa MCTOHBI CKB, cknepoagepmus

SS-B CKB, c-m LLlerpeHa Scl-70 Cknepoaepmusi

PCNA BonyaHo4HbI HedpuT PM-Scl CknepoaepMmsi/MMosnT
Pu6ocomel (Ribo P) JlrononagHbIn Lepebput CENP-B Cknepogepmusi, CLU
Hykneocombl BonyaHou4HbI HedpuT Jo-1 BocnanutenbHas mvonatus
acOHK CKB (nab.kputepuit) AMA-M2 BunuapHbi umppos, CLU

CneunduryHOCTb aHTUHYKNEeapHbIX aHTUTEN Aaxe Npu BbICOKUX TuTpax AH® yaaeTca yCcTaHOBUTL Aaneko
He Bcerga, MOCKOMNbKY OCTalOTCsl HeoXapaKTepu3oBaHbIMW PsiA, aHTUrEeHOB aHTUHYKNeapHbIX aHTuTen.
OTpuuaTenbHbll  pesynbTaT MMMyHOGroTa B 3TOM criydae He wucknodaeT pAuarHosa C3CT. Pspg
aHTVHYKMeapHbIX aHTUreHOB OnpefenslTcsa C  MNOMOLWbLI0  APYrMX  MMMYHODMNOTOB,  BbISBASIOLLMX
aHTUHYKINeapHble aHTUTENa Npu BocManuTenbHbIX Muonatusix — (mecm 01.02.15.320) v nMmyHOGNoTe
aHTVHYKNeapHbIX ayToaHTUTen npu cknepogepmun (mecm 01.02.15.535).

Tecm 01.02.15.535 UIMMyHO610m aHMUHYK/IeapHbIX aHmumes npu cksiepodepmuu

MeTog BbisiBneHusi ocHoBHbIX (Scl-70 u CENP-B), a Takke psga MUHOPHbIX aHTuTen (B Tom uucne PM-Scl n
RNAPol), koTopble onpeaensitoT 0COGEHHOCTY KIMHUYECKON KapTuHbI AU dY3HON CKIIepoaepMum, a Takke
onpeaensioT akTMBHOCTb M MPOrHo3 aToro 3abonesaHus.

AHTUreHbI 3aboneBaHus AHTUreHbI 3aboneBaHus

Scl-70 CuncTeMHbIV cknepos Dubpunnsipud | Cknepogepmus

CENP A un CENP B CREST-cuHgpom NOR90 ManocneuundpunyeH

PM-Scl (75/100) Cknepogepma/mMmosnt Th/To JlokanuaoBaHHas cknepoaepmusi
RNPPol ll[(RP11/RP155) | lMopaxeHue BHYT. opraH Ku Ckneponepmusi/CKB

Tect 01.02.15.010 AHTuHenTpodhunbHbIE UMTONNa3MaTmyeckme aHturena (AHLLIA)

[paHynemaTo3Hble BacKynuTbl COCY[OB CpedHero 3BeHa, TakMe Kak rpaHynemarto3 C MofvaHrMmToMm,
COMPOBOXAATCH MNOSBIEHNEM aHTUTeN K uutonnasme HeuTpodunos (AHLIA). OcHoBHbIM TecToM And
BbISIBIIEHWSI aHTUHENTPOMUNbHbLIX aHTuten saensietca HPU® c uccnegoBaHvem TUTpa M Tuna CBEYEHUs
uuTonnasmbl KneTkM. BbigensioT OBa OCHOBHbIX Tuma CBevyeHus — uutonnasmatudeckui (LAHLA),
XapakTepHbll  Ons  rpaHynemaro3a, W nepuHykneapHbein (MAHLIA), xapakTepHbii ans  gpyrux
MUKpOCKONMYecknx BackynuToB. CyulecTBylolwMe pekomMeHgaumm no TectupoBaHuio AHLUA npu
rpaHynemarosHbix Backynutax (Bossuyt X. et al. 2017) TpebyloT COBMECTHOrO BbISIBIIEHUSI aHTUTEN K
npoTerHase-3 u Mnenonepokcuaase ¢ NOMOLLbK TECTOB BTOPOro nokonexus (mecm 01.02.15.680).

Tecm 01.02.15.680 AHLIA-ckpuHuHe; Tecm 01.02.15.140 AHmumena k npomeuHase 3; Tecm
01.02.15.135 AHmumena k muenonepokcudaze u mecm 01.02.15.415 Anmumena Kk aHmuzeHam
aHmuHeumpodguabHbIX aHmumen (6 aHmuaeHos)

B asypodunbHbIX rpaHynax uutonnasmbl HEUTPOUNOB HaxoauTcst psig 6enkoB, KOTOpblE OCYLLECTBMASIOT
MUKpOOMLUMAHBIE U BaKkTepuumaHble PyHKUMM 3TUX KNEeToK. AHTUTENa K HUM urpatoT 6onbluoe 3HayeHvne B
[NarHoCTVKe BacKynMTOB, MOpPaXXeHW NeYeHn u 3aboneBaHnin KULWLeYHrKa.

AHTUreHbI 3aboneBaHus AHTUreHbI 3aboneBaHus

MpoTeunHasa-3 [paHynemaTto3 Onacrtasa CKB, Backynut, B3K (6.KpoHa, AK)
Mwuenonepokcugasa | MonuaHrumT, Hepput Benok BPI MykoBurcunao3

KatencuH G CKB, PA, B3K JlakTodheppuH Ckneposvpyrowmii xonanrut, B3K

Tect 01.02.15.395 AHTUTena K aHAOTeNUanbHbIM KneTkam

BackynuTbl KpymnHbIX COCyA0B (a0OpTOapTEPUNT, BUCOYHbIN apTeEPUNT, Y3erKOBbI NeprapTEPUNT) CBA3aHbI C
MopaXXeHNnem 3SHOOTENUS. AHTUrEeHHble MULLEHW aHTUSHAOTENMUArnbHbIX AHTUTEN MIOXO0 W3yYeHbl. Y
GonblIMHCTBA GOMbHbLIX C BacKynuTaMu KPYMHbIX W CPEeAHWX COCYOOB, OTMEYaeTCsl MONOXMTENbHbIN
pe3ynbTaT 06HapYyXeHUs aHTuTen.

Tect 01.02.15.1185 TunupoBanue HLA-B51 npu 6onesxuun bexuyerta

BonesHb Bexyeta (BB) npeactaensieT cobon cMCTEMHOE ayTOMMMYHHOE BOcnanutenbHoe 3aboneBaHue,
XapakTepu3ytollleecsi BacKynuToMm, TpomMOO3OM apTepuii U BeH BCeX pa3MepoB, WU3BbA3BMEHWAM Ha
CNNU3UCTbIX, YBEWUTOM, MEHWHIO3HUedanuToMm, acCUMETPUYHOW apTponaTuen, rnomepynoHedpuToM, a
Take ceposutamu. 1o 75% naumeHtoB ¢ Bb saBnsoTca HocuTenamu reHa HLA-B51. Y naumeHToB ¢ BB
nonoxuteneHbix Ha HLA-B51 yalle HabnoaaTcs S3Bbl CIN3UCTLIX, YBEUT U nopaxeHue koxu. OTcyTcTBre
annenu HLA-B51 3HaunTenbHO CHMXaeT puck pas3sutus bb, HO He uckntovaeT 3abonesaHue.
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FeHognarHocTMKa HacneacTBEHHbIX MMNEePKUHe30B: 60/1e3Hb [eHmuHamoHa, 2eHmuHa2moHono0obHbIe
3abonesaHus, nepsuyHas OucmoHusi u OeHmamopybponanudonoucoga ampogus, HacreodcmeeHHble
gbopmbl 6one3Hu NapKuHCoHa, eeMoxpomamos, 6one3Hb BunbcoHa-KoHosasosa

LLnpokuii cnekTp HeBpomnormyeckux 3aboneBaHuin NPOSIBASETCS pasnuuHbiMU hopMamu runepkuHesos. K
TMNEpPKUHETUYECKMM  PacCTPOMCTBaM  [BMXKEHWS OTHOCWTCS aTtakCusl, Xopes, aTeTo3, [OWUCTOHUS,
remMmbannunam, MUOKIOHUS, TUKWU, TPEMOP, NULIEBON remMmcnasmM, TapavBHas AUCKMHe3ns. BaxHoe mecTo B
anddepeHumansHom OMarHocTuke NpuYnH rMNepKUHe30B 3aHuMMaloT HacneacTBEHHbIe
HenpopereHepaTuBHble 3aboneBaHus. Bonbluioe 3HayeHWe npu HacnenCcTBEHHbIX 3aboneBaHWsAX MMeeT
obcnegoBaHne poACTBEHHUKOB GOMbHbBIX, Kak Ans NMOCTaHOBKW AuarHosa, Tak U AN onpeaeneHust pucka
6onesHn y notomkoB. [lpy MHOrMX HacneACTBEHHbIX 3ab0MneBaHUsIX XapaKTEPHbIMU  SIBMSOTCS
aHTMuMnauma n deHomeH LllepmaHa, onpegensiowme puck nepedayv 3aboneBaHUs MO HacneacTBy.
OCHOBHbIM METOAOM BbISIBIIEHUS] HACNeACTBEHHbIX MMNEPKUHE30B SBMAETCS MONEKYNApHO-reHeTu4eckoe
uccnegosaHue. HecMoTpsi Ha 3HAYMTENbHBIA CMUMCOK COCTOSIHWIA, KOTOpbIE MOFYT BbI3biBaTb XOpPEto,
npesanvpyloLlen npuyvHon sBnsetca 6Oone3Hb [eHTuHrToHa (BI), - Tsxenoe HacneacTBeHHoe
HevipogereHepaTMBHoe 3aboneBaHue. B CBA3M € reTepoOreHHOCTbIO HayasnbHbIX NposiBreHun bBIf
uccnegosaHue Ha mytaumio B reHe HTT (mecm 01.02.15.750) cnegyeT npoBoAWTb Y BCEX MaLMEHTOB C
XopeeW, a Takke C ApyrvMuU TUnamm runepknHesoB. Npu oTpuuaTensHOM pesynbTaTte TecTa Ha 9KCMaHCuo B
reHe HTT y nauneHTOB C KNMHWYecKon kapTuHoun BT TpebyeTcs npoBeaeHe reHeTUYeCcKoro nccneaoBaHus
Ha ¢heHoKoNuM AaHHOro 3aboneBaHusi, No4 KOTOPbIMU NMOHMMAKT FeHTUHITOHONOAOOHbIE 3a60neBaHuUA.
K paHHOW rpynne 6GonesHenm OTHOCHAT TeHTUHITOHONogoOHoe 3aboneBaHne 2 Tuna, 4 Tuna,
peHTaTopybponannugonioucoBy atpocduio (mecm 01.02.15.855). B cooTBeTCTBUM C MONeEKynsipHO-
reHeTU4Yeckor krnaccudukaunent, Kk NnepBUYHbIM AUCTOHUAM OTHOCUTCSl Goree 23 KrMHU4Yeckux copm,
KOTOpble XapaKTepU3ylTCA pasnMyHbIMU TUMaMu HacnefoBaHus M deHoTurnom. Ha [aHHbIn MOMEHT
CUYNTaETCS, YTO NpW NOAO3PEHNM HA MEPBUYHYIO ANUCTOHUIO Y NauveHToB Ao 21 roga TpebyeTcst npoBeaeHne
reHeTnyeckoro TectupoBaHust Ha guctodmio 1 Tuna (DYT1, reH TOR1A) n gnctonnio 6 tuna (DYT6, reH
THAP1) — (mecm 01.02.15.855). Cpeaun npuunH 6one3Hu MapkMHCOHa BbIAENSOT psif HACNEeACTBEHHbIX
dopm Tpebytolmx reHoamarHocTku. eHoamarHocTnka pekoMeHayeTCcs B criydasix ¢ paHHUMK chopmamu
3aboneBaHns, criyyasix C PEe3UCTEHTHOCTbID K MNPOBOAMMOW Tepanuu, y NaluMeHTOB C CeMeNHbIM
aHamHe3oM. Bone3Hb BunbcoHa-KoHoBanoBa MOXET NpPOSIBMNATLCS BCEM CMNEKTPOM TMMNEPKUHE3OB,
NapKUHCOHWU3MOM Y PSOOM OpPYrMx CUHAPOMOB. Bruoxmmmnyeckve nabopaTopHble TeCTbl, HanpaBreHHble Ha
ornpefeneHne ypoBHsi Meau B CbIBOPOTKE, MOYE M KOHLUEHTpauuu LepyronnasmuHa, HecneunduyHbl v
4acTo JatloT NpoTUBOpeYMBLIE pedynbTaTel. OnpeaenexHne ocHoBHbIX 13 MyTauuii B reHe ATP7B nossonsieT
B OonblUMHCTBE CryyaeB MOATBEPAWUTb AMArHO3 WNKN, Kak MUHUMYM, OOHapyXuTb reTepOo3uroTHyto
abeppauuto, Hanuyne KOTOpPOW COBMECTHO C  KIIMHWYECKAMW MPOSIBIIEHUSIMU  [OCTATOYHO  Ans
noaTBepXAeHns avarHosa. WccnepoBaHue Ha GonesHb BunbcoHa-KoHoBanosa (mecm 01.02.05.320)
pekoMeHAyeTcs NpoBOAWTb BCEM NauueHTam C pasnuyHbiMM (DOpMamMu TUMEPKMHE30B, a Takke Yy
NaumneHToB C aTUMUYHbLIM NapPKUHCOHU3MOM.

Tecm 01.02.15.750 'eHoduazHocmuka 6one3Hu [eHmuHamoHa (2eH HTT)

MpvymMHOM 3TOro TSPKENMOro MPOrpeccupyloLlero  HelpogereHepaTuBHOro 3aboneBaHuns ABNSeTCS
yBenuuyeHve umcna (akcnaHcust) CAG-TpunneTHbix noBTopoB B reHe HTT. bone3Hb HacnegyeTtcs Mo
ayTOCOMHO-AOMMHAHTHOMY Tuny. Pa3mep 3KCMaHCUM KOPPENUPYET C TSHKECTbH CUMMTOMATUKU, YPOBHEM
NeHeTPaHTHOCTN U BpeEMEHEM NepBbiX NMPosiBNeHun 3abonesanus. MNpy nepegade MyTaHTHOW annenu ot
oTUa y NOTOMKOB HabnopaeTcs yTsKeneHne cuMntomaTuku (aHtuuunaums u gpeHomeH Lepmana). Mpu
HanMuuM ymepeHHoro yeenuyeHusi konmvectsa CAG-NoBTOPOB MMEETCS PUCK IKCTMaHCUU B CrieaytoLlem
nokoneHuu, kotopbii coctaensieT 0,1-1%. Pyuck moxeT noBbiwaTbCca Npy nepegade Mo My>XCKOW NUHUM J0
6-10%. na BI" xapakTepHbl Tprada KMMHUYECKUX MPOSIBEHNIA: MOTOPHbIE HapyLUeHUs (xopesi, OWUCTOHUS,
TPEMOP), KOTHUTMBHbIE HaPYLUEHUsI, HEMPOMNCUXUYECKMNE OTKITOHEHUSI.

KonuuyectBo . . o
GAC-NOBTOPOB [OnarHocTu4eckum Tect MporHocTnyeckum Tect Puck y peten
6-26 — Hopma BI" ucknroyeHa Bl He pa3oBbeTcs MwuHumanbHbIA pyuck B0
27-35 — ymepeHHoe BI' oueHb ManoBeposiTHa Passutue bI Huskui puck passutus
yBenuyeHue ManioBeposiTHO BI" (<10%)
36-39 — ymepeHHas [OunarHo3 noaTBePXKAEH, MoxeT passutbesa bl MoBbILLEHHBbIN pUCK
aKcnaHcust nerkas oopma 6onesHu passutus bI
>40 — BblpaxeHHas | [OwarHo3 BI" nogTBepxaeH Bl pasoBbeTtcs MoBbILLEHHBbIN pUCK
aKcnaHcust passutus bI

12



Tecm 01.02.15.820 JuazHocmuka 2eHMuH2MoHonodo6Ho20 3abosiegaHust (IM13) 2 muna (2eH JPH3)
[eHTUMHITOHONOAOOHOE 3aboneBaHne 2 Tuna (M3 2) — HacneacTBeHHOe —MporpeccupyloLlee
HelpopereHepaTuBHoe 3aboneBaHve, BbiaBaHHOe 3kcnaHcuen CTG nosTtopos B reHe JPH3. 3abonesaHue
HacregyeTcsi N0 ayTOCOMHO-AOMUHaHTHoMy Tuny. [ns M3 2 xapakrepeH cheHoMeH aHTUumMnauun. Pasmep
3KCMaHCUM KOPPENUPYeT C TSXKECTbI0 CMMMTOMATMKM, MEHEeTPaHTHOCTbID M BPEeMEHEM Hayana nepBbiX
nposiBrneHuin 3abonesaHusi. Konuuectso CTG-noBTopoB MeHee 40 wcknovaeT guarHos M3 2 tuna. Ons
T3 2 Tvna xapakTepHbl pasnMYyHOro BMAA MOTOPHbIE HApYLUEHWS, HEWPOMNCUXMYECKUE U KOTHUTWBHbIE
HapyweHus. T3 2 Tuna aengetca deHokonuen 6onesnn eHTUMHITOHA. VccnegoBaHve pekoMeHayeTcs
NPOBOAMTL MNPV HANMYMKU y NauueHTa rmnepkUHE3oB Npy oTpULaTeNbLHOM pedyrnbTaTte Tecta Ha bl

Tecm 01.02.15.825 CeHoduazsHocmuka npu 113 4 muna ( 2eH TBP)

[eHTMHITOHONOAOOHOE 3aboneBaHne 4 Tuna (M3 4 TMna) — nporpeccupytoliee HerpoaereHepaTMBHOE
3aboneBaHue, Bbi3BaHHOe akcnaHcuenr CAG/CAA — noeTopoB B reHe TBP. 3abGoneBaHue HacnegyeTcsi no
ayTOCOMHO-OOMMWHaHTHOMY TUMy, XapakTepeH heHOMeH aHTuuunaumn. Pasmep akcnaHcuu Koppenupyet ¢
TSXKECTbIO CUMMTOMAaTUKKU, NMEHETPaHTHOCTBIO M BPEMEHEM Hayarna nepBbiX NPOsSBMeHWn 3aboneBaHus.
Konunyectso CAG/CAA — noBTopoB meHee 40 ucknovaeTt guarHos. T3 4 Tuna asnsietca deHokonven bl
opHako npu T3 4 Tuna Takke HabnopaeTcs aTakcus U NapKMHCOHWU3M. ViccnegoBaHWe pekoMeHayeTcs
NPOBOAUTL MNPV HaNM4MK y NauneHTa rmnepkrHe3oB Npy oTpuuaTenbHOM pesynbTaTte Tecta Ha brI.

Tecm 01.02.15.830 eHoduazHocmuka deHmamopy6ponannudosiroucogoli ampodpuu (2eH ATN1)
HeHtaTopybponannugontoncosa atpocus  (OPIJIA) - HacneacTBeHHOe — HelpogereHepaTuBHOE
nporpeccupyollee 3aboneBaHue, Bbi3aBaHHOe akcnaHcuen CAG-nosTopoB B reHe ATN1. 3abonesaHve
HacnegyeTcs MO ayTOCOMHO-AOMUHaHTHoMy Tuny. Ona OPTUJIA xapaktepeH ¢eHOMEeH aHTMuunauuu.
Pasmep akcnaHcuu KoppenupyeT C TSXKEeCTbl0 CMMMNTOMAaTWMKM, YPOBHEM MEHETPaHTHOCTU U BPEMEHEM
nepBbIX NposineHui 3abonesaHus. Konuyectso CAG-noBTOpoB MeHee 48 uckntoyaeT guvarHos APIMNA. B
netckom Bo3pacte ansa OPIA xapakTepHbl MO3)e4YKoBasi atakcusi, CyA0POXHbIe NpUNagku, KOrMTUBHLIE U
Heurponcmxmyeckne HapyLueHuns. Bo Bapocnom Bospacte OPI1A moxeT npoTekaTb kak dpeHokonums br.
Tecm 01.02.15.835 KomnnekcHasi 2ceHoduazHocmuka 113 2 muna, 4 muna u 4PIJIA

KomnnekcHoe uccnegoBaHWe peKOMEHOYEeTCsl MPOBOAUTL Y NaLUMEHTOB C NOAO3pPEHMEM Ha GomnesHb
[eHTUHITOHa, y KOTOpbIX He ObiNo BbisiBNeHo MmyTauuu B reHe HTT. Tect obecneuvBaeT AuMarHOCTUKY
deHokonuii  6onesHn [eHTUHITOHAa — TeHTUHITOHONOoAOoOHbLIX  3aboneBaHu 2, 4  TUNOB MU
OeHTaTopybponannmaontoncoBoii aTpodumu.

Tecm 01.02.15.855 eHoOduacHocmuka nepgu4Holi ducmoHuu 1 muna (2eH DYT1)

MepBuyHas guctonmns 1 Tuna (ANCT1) — HacneacTBeHHas JOPA-He3zaBrcuMas MynbTudokanbHas popma
OUCTOHUM C paHHUM Hadvanom (0b6blMHO A0 26 neT), KoTopasi Yalle Bcero Bbi3biBaeTcs aeneument CAG-
Tpunneta B reHe TOR1A. 3aboneBaHue Hacrnegyetcss MO  ayTOCOMHO-AOMUHAHTHOMY — Tuny.
[MeHeTpaHTHOCTL 3aboneBaHns, TO eCTb BEPOSATHOCTb TOr0, YTO MyTauus ByaeT umeTb niobble KNMHUYeckne
nposienexusi, coctaenser 30%. 3aboneBaHve XxapakTepudyeTcsi HEepUTMUYHBIMK HENPOW3BOMNbHBLIMU
COKpaLLEeHNsIMA  MbIlL, KOTOpble BO3HMKaOT (POKaNbHO W MOCTENEHHO reHepanuaykTcs. Tect
pekomeHAyeTCs NPOBOAWTL BCEM NauMeHTaM C NEPBUYHON ANCTOHMEN, BO3HMKLLEN B BO3pacTe Ao 26 nerT.
Tecm 01.02.05.320 eHomunupogaHue npu 6one3Hu BunscoHa-KoHoeanoea (2eH ATP7B)

BonesHb BunbcoHa-KoHoBanosa (BBK) npeactaensietr coboit ayTocoMHo-pelLieccuBHoe 3aboneBaHue,
Bbl3blBaeMOe pa3nnyHbIMU BMAAMU reHeTudeckux abeppauuii B rene ATP7B, vawe Bcero H1069Q. [Ans
BEBK xapakTepHO nopaxeHue MevYeHu pasHOro YpPOBHSI TSHKECTM (OT XpOHM4Yeckoh BonesHu neveHu Ao
yNbMUHAHTHOrO renaTuTa), a TaKkke aTakCusi, OWCTOHUS,, MapPKMHCOHU3M W [Apyrue runepkuHesbl u
OBuratenbHble HapylleHusi. ViccnegoBaHne pekoMeHAyeTCcs nauvMeHTaM ¢ ABUratenibHbIMU HapyLleHUsMU,
a Takke nauueHTam ¢ npu3Hakamu HapyLlueHusl paboTbl nedenun. MiccnegoBaHue Ha 13 OCHOBHbIX MyTauuii B
reHe ATP7B, xapakTepHbIX Ansi POCCUACKON Nonynsuum, B 60MnbWLNHCTBE Cry4YaeB NO3BOMSET NOATBEPAUTL
nnarHo3s BBK. MNpu BbisiBneHun cnyyas BBK pekomeHayeTcst obcnenoBaHe poaCcTBEHHNKOB.

Tecm 01.02.15.1020 'eHomunupogaHue npu 2emoxpomamose (2eH HFE)

HacnegctBeHHbin  remoxpomato3 1 Tuna (HIN) npencrtaBnsieT coboii  ayTOCOMHO-peLieccuMBHOE
3aboneBaHne, npu kotopom MyTaumm C282Y, H63D n S65C B reHe HFE Bbi3biBaloT HapylieHue
meTabonuama >xenesa B opraHuaMme. OCHOBHbIMU MposiBneHusMy HIC aBnsitoTcs apTpanrusi, XpoHudyeckas
YCTanocTb, UMMOTEHLUSI Y MYXXUYUH U aMEHOPES Y >XEHLLUMH, MOTEPs BONOC, a TAKKe MOpaXeHWe MneveHu,
rMNepnurMeHTaumns KOXHbIX MOKPOBOB, caxapHbii AvabeT 2 Tuna u kapguomwuonatusa. Ha nepsbii nnaH
MOryT BbIXOOWTb HEBPOJIOTMYECKME MPOSIBNIEHWNS, TakKMe Kak aTtakcusi, Tpemop, OpaaukuHesus.
OGHapyxeHne romo3urotHon myTtaumm C282Y mnu komnayHaHow reteposurotel C282Y/H63D un C282Y/
S65C B rene HFE nopTtBepkaaet anarHos. MeHeTpaHTHOCTL MyTauuii B reHe HFE coctaensiet 50-70%.
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Tecm 01.02.05.250 enemuyeckas npedpacnosioxeHHocmsb K 6.Anbuzelivepa (2eH APOE- E2/3/4)
BonesHb Anburerimepa npeactaBnsieT cobow Haubonee wyacTyio opmy OeMeHLuM, OOYCrOBIEHHYIO
HelpopereHepaumvein. Cpeagu annenbHbix dopm 6enka APO-E B nonynsiunm npeobnanaetr E3, a annenu
E2, E4 BcTpeyatotca npumepHo B 10% crniydaeB kaxaas. M3 Hux APOE E4 annenb sBnsieTcs BaxHenLLUM
reHeTn4eckum hakTopom pucka 6onesHn Anburenimepa, a APOE E2 cHukaeT BeposATHOCTb 3aboreBaHust
(ABnsieTcs NpOTeKTMBHOW). B romoBHoM Mo3re 6enok CUHTE3UpyeTcst acTpouuTamm U siBRsieTcst
CKaBEHKepoOM NWNMAOB, C YeM CBS3bIBAIOT €ro naToreHeTMYecKkylo pornb B 3abonesaHun. TecT He
no3BonsieT NoATBepAnTb GonesHb AnbureiMepa, HO OTpuuaTenbHbI pedynbTaT (BbigBneHve E2 vnun E4
annenu) CHWxaeT BEPOATHOCTb Pa3BUTUA MPECEHWUNBbHOW AeMeHLUN.

Tecm 01.02.15.1015 F'eHoQuazHocmuka HaciedcmeeHHbIX ¢hopM 6one3Hu [TapKkuHcoHa

M3BecTHO, 4yTo okono 10-15% naumeHTOB C GonesHbio [MapkMHCOHa MMEKT HacreACTBEHHbIN aHaMHes.
M3BecTHO 0 18 reHax, MyTauuMm B KOTOpbIX MOryT Bbi3blBaTb pa3ButMe OGonesHu [lapkuHcoHa. B
KOMMIIEKCHOe reHeTn4eckoe muccrnefoBaHne 6onesHn MNMapkMHCOHa BXOAAT Mapkepbl Ha cneaytolime popmbl
3aboneBaHns: ayTOCOMHO-AOMVHaHTHblEe hopMbl ¢ MyTaumsamu B reHax PARK1 (SNCA; ToueyHas mytaums
A30P u pgeneuun u gynnukaumm reHa), PARK8 (LRRK2 mytaums G2019S), ayToCOMHO-peLiecCuBHbIE
dOopMbI NPU rOMO3UrOTHBIX MyTaumsx B reHax PARK2 (Parkin), PARK6 (PINK1), PARK7 (DJ1) n ATP13A2,
myTauum B reHe PARK5 (UCHL1), accounmpoBaHHbIe C MOBbLILEHHBIM PUCKOM pa3BuUTUsi 3aboneBaHus.
WccnepoBaHue pekomeHayeTcs nauyeHTam ¢ paHHUMu oopmamm 6onesHun, aTnuYHbIMMU NPOSIBIIEHNSIMA 1
PE3NCTEHTHOCTbLIO K MPOBOAMMON Tepanuu, a Takke Npu HannyYMm ceMenHoro aHaMmHe3a 3aboneBaHusl.

OuarHocTuka HacnepcTBEHHbIX aTakcul: amakcusi @pudpelixa, criuHouepebennspHble amakcuu,
CUHOPOM mpeMopa/amakcuu.

HacneacTBeHHble aTakcuu SBNSIIOTCA OOHOW K3 [NaBHbIX MPUYMH  PasBUTUSI  MPOrpeccupytoLLen
MO3Xe4koBoW aucdyHkumu. CnuHouepebennsipHble atakcun (CLIA/SCA) u aTakcusi @puapeinixa B CBOHO
oyepedp SBMATCA Haubornee pacnpoOCTPaHEHHBIMU HacCNeACTBEHHbIMW  aTakCUsMW, [AnA  KOTOPbIX
XapakTepHa MeArieHHO NporpeccupytoLlas Mo3xeykoBas AncdyHKUusi. 3abonesaHns gaHHOM rpynnbl MOTyT
NposiBNATLCSI B NMt0B6OM BO3pacTe U CONPOBOXAATLCS PasfMYHbIMU HEBPOMOrMYECKUMY HapyLLueHusiMu. Onsi
HekoTopbix CLIA Gonee xapakTepHbl onpeferneHHble KIMHUYECKMe NPOSABIEHWS, YeM ONs OPYrux TUMoB
aTakCcui, OfHAKO OCHOBOW [OMarHOCTMKM SBMSIETCA MONEKyNApHO-reHeTuYeckui aHanms. B cBsasu co
MHOXECTBOM MyTauUWUN B reHax, KOTOpble BbI3bIBAOT MO3IKEYKOBYI [AEreHepauutio, U CXOXKECTbio
KMUHUYECKUX MPOSIBNEHUNA PEKOMEHAYETCS MCMOSMb30BaTh KOMMMEKCHYK reHOAMarHOCTUKY MO3XKEYKOBOW
aTakcuu, YTO MO3BOMSIET NOCTaBUTb AMArHO3 B KOPOTKME cpokn (mecmbl 01.02.15.815 u 01.02.15.1195).
HepaBHO onMCaHHBLI CUHAPOM Tpemopal/aTakCcum, CBsA3aHHbIM ¢ MyTaumen B reHe FMR1 (mecm
01.02.15.880), imeeT BbICOKYIO reTepOreHHOCTb 1 pa3Hoobpasne KNMHNYECKUX NposiBreHui. [JaHHbIn TecT
pekoMeHAyeTCs BKoYaTk B 06crnefoBaHVe NauneHToB C MapKMHCOHU3MOM, aTakCuen, TPEMOPOM.

Tecm 01.02.15.755 'eHoduazHocmuka 6one3Hu Ppudpelixa (ceH FXN)

Atakcus ®pugpeiixa (AP) — HacnenCTBEHHOE ayTOCOMHO-PELECCMBHOE — HempopereHepaTtuBHoe
3aboneBaHne, Bbi3BaHHOe 3kcrnaHcuen GAA-TpunneTHbix noBTopoB B reHe FXN. [aHHas myTaums
obHapyxuBaeTca y 95% naumeHtoB ¢ AP. Y ocTaBwmxcs 5% nauMeHToB 3KCMaHcusi obHapyxvBaeTcs
TONbKO Ha OAHOW M3 annenew, a Ha BTOpou — ToyeyHas myTaums B reHe FXN. Ona AP xapakrepeH
deHOMeH aHTMuMnauuv, pasMep 9KCMaHCUM KOppenupyeT C  TSKECTbl0 CUMMTOMAaTUKM, YPOBHEM
NEHETPaHTHOCTU W BPEMEHEM MepBblX MNPOSIBNEHW 3aboneBaHusi. [nsi 3aboneBaHUsi XxapaKTepHbI
CYMMTOMBI MOPaXEHUsI MO3XeYKa (aTakcus, AnsapTpus, cakkaibl), a Takke HapyLUeHVe YyBCTBUTENbHOCTH
1 natonormyeckue pedriekcbl. Takke MoryT HabnogaTbCs CUCTEMHblE NPOSIBREHWS (KapavomunaTus,
nonasi cTona, HapylleHue cnyxa) W aTunuyHble no3gHwe dopMbl. MccnegoBaHve pekomeHayeTcst
NpoBOAWTb Y MaLMEHTOB C CUMNTOMaMUN MO3XKEYKOBON ANCHYHKLMN.

Tecm 01.02.15.790 eHoduacHocmuka cnuHouepebennsipHol amakcuu (CLA) 1 muna (2eH ATXN1)
CnuHouepebennsipHas atakcust 1 Tuna (CLA 1) - HelipoaereHepaTUBHOE nporpeccupytoLlee 3abonesaHue,
BbI3BaHHOe 3KkcnaHcuen CAG-TpunneTHbix noBTopoB B reHe ATXN1. MNpu konuyectBe meHee 39 CAG-
TPUNMETHbIX MOBTOPOB 3aboneBaHWe MarnoBeposTHo. 3aboneBaHue Hacnegyetcs MO @yTOCOMHO-
OOMUHAHTHOMY — TWUMy, XapakTepeH eHOMeH aHTuuMnaumu. KommyecTBo MOBTOPOB  obpaTHO
NPOMOPLMOHanbHO KOPPEnNupyeT Co BpeMeHeM MaHudecTauum 3aboneBaHns 1 NpsSMo NPonopLMoHanbHO C
TSXKeCTblo ero TedveHus. [ns 3aboneBaHns xapakTepHbl CUMMTOMbI MOPAKEHUS MO3Keyka, a Takke
anddysHas  gereHepauusi  rofioBHOMO  Mo3ra UM CeHcopHas  nonuHemponatus.  WccnegoBaHue
pekoMeHayeTCst Y NauMEHTOB C CUMMTOMaMM HapylueHusi paboTbl Mo3xeuyka. B CBA3M CO CMOXHOCTLIO
NnoATBEPXAEHUs] AMarHo3a Ha OCHOBE TONbKO KIMUMHUYECKUX TMPOSIBNIEHUNA, PEKOMEHAYETCS MNPOBOAUTHL
KOMMMEKCHbIE UCCNEeAoBaHUsl Ha ayTOCOMHO-AOMUHAHTHbIE (POpPMbI CIMHOLLEPebennsipHON aTakcum.
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Tecm 01.02.15.795 eHoOQuacHocmuka cnuHouepebennsipHol amakcuu 2 muna (2eH ATXN2)
CnuHouepebennsapHaa aTtakens 2 tuna (CLIA 2) - reHeTuyeckoe HewipopereHepaTuBoe 3abonesaHue,
BbI3BaHHOE 3KCnaHcwen TpuHykneotnaHeix CAG-noeTopoB B reHe ATX2. Mpu konunyectee meHee 35 CAG-
TPUNNEeTHbIX NOBTOpoB 3aboneBaHve wcknoyaeTcs. 3aboneBaHve HacnegyeTcss MO ayTOCOMHO-
OOMVHaHTHOMY — Tuny, XapakTepeH eHOMeH aHTUuMnauuK, KONW4yecTBO MOBTOPOB  0BpaTHO
NPOMNOPLMOHanbHO KOppenupyeT CcOo BpemMeHeM MaHudecTaumm 3abonesanus. [ns 3abonesaHus
XapaKTepHbl MO3)Xe4ykoBasi aTakCus W CUMMTOMbl HapylleHusi paboTbl MO3XKeuka, MonvMHeponaTus,
andbdpysnan HevipogereHepaums. MccnegoBaHue pekoMeHAyeTcs MpoBOAWTb B KOMMNEKCe C Apyrimu
reHeTMYeCckMMM TeCTaMU Ha CinHoLepebennspHbie aTakcum.

Tecm 01.02.15.800 eHoOQuacHocmuka cnuHouepebennsipHol amakcuu 3 muna (2eH ATXN3)
CnuHouepebennsapHaa atakemsa 3 Tuna (CUA 3) — npeactaBnsietr cobon  HevipopereHepaTMBHOE
nporpeccupyiollee reHetuyeckoe 3abonesaHne. B ocHoBe natoreHesa nexut akcnaHous CAG-
TPUHYKNEOTUAHLIX MOBTOPOB HecTabunbHoro ydyactka reHa ATXN3. Mpu konuyectBe meHee 60 CAG-
TPUNMETHbIX NOBTOpPOB 3aboneBaHve wcknoyaeTcs. 3abonesBaHWe HacnegyeTcs MO ayTOCOMHO-
OOMWHaHTHOMY — TUny, XapakTepeH eHOMeH aHTUuMnauuK, KONM4yecTBO MOBTOPOB  0BpaTHO
NponopLMoHanbHO KoppenupyeT co BpeMeHeM MaHudecTauum 3abonesaHus 1 NpsiMo NponopLvoHarnbsHO ¢
TSKECTbIO ero TedeHus. 3aboneBaHne O4eHb reTeporeHHO 1 MOXeT NPOoSBNSATLCS 5-10 BapuaHTamu: 1 Tvn —
PUIMOHOCTb, CNAacTUYHOCTL, GpaaukuHeans 6e3 atakcuu; 2 TN — aTakcusi, NopaXxeHe BEPXHUX MOTOPHbIX
HenpoHOoB; 3 TuUN — artakcus, nonuHerponatus; 4 Tun — L-AOMNA 3aBUCUMBbIA NapKMHCOHU3M; 5 Tun —
cnactuyeckasi napannerusi. ViccnegoBaHue pekoMeHAyeTcsi NaumMeHTam ¢ NopaxKeHWeM BEPXHUX MOTOPHbIX
HEMpPOHOB, aTakcuen, NONMHeNponaTuen.

Tecm 01.02.15.805 'eHoduacHocmuka cnuHouepebennsipHol amakcuu 6 muna (2eH CACNA1A)
CnuHouepebennsapHas atakcus 6 Tuna (CLIAG) - HelipoaereHepaTMBHOE MpOrpeccupylolee reHeTu4eckoe
3aboneBaHvie, xapakTepusylolleecs MNopaXeHneM Mo3xeyka. [JaHHoe 3aboneBaHue XxapakrepusyeTcs
akcnaHcnen TpuHykneotuaHbelx CAG-nosTopoB B reHe CACNA1A. TNpu konuvectBe meHee 20 CAG-
TPUNNEeTHbIX NOBTOpoB 3aboneBaHve wcknoyaeTcs. 3aboneBaHve HacnegyeTcss MO ayTOCOMHO-
OOMUHaHTHoMy Tuny. [Ons gaHHon cdopmbl CLIA He xapaktepeH deHomeH aHTuumnauuv. KnmHudecku
NpOsIBNSETCS NPOrpeccupyoLLiel MO3XEYKOBOW aTakcuel 1 CMMNTOMamu HapyLleHusi paboTbl MO3Xeuka.
XapakTtepusyetcsi bonee Msirkum Te4eHnem no cpaBHeHumo ¢ apyrumu oopmamm CLIA.

Tecm 01.02.15.810 [eHoduacHOocmuka cnuHouepebennspHol amakcuu 7 muna (2eH ATXN7)
CnuHouepebennsipHas atakcust 7 Tuna (CLIA7) - nporpeccupytoliiee HellpoaereHepaTtuBHoe 3abonesaHue,
XapaKTepu3ayloLieecs NopaXkeHnem Mo3XKevka WM MUIMEeHTHOW [ereHepauuven ceTyaTku rnasa. [JaHHoe
3aboneBaHne xapakTepuayeTcsi 3KcrnaHcuen TpuHykneoTuaHelx CAG-noeTtopoB B reHe ATX7. [pu
konuyectBe MeHee 34 CAG-TpunneTHbIX MOBTOpPOB 3aboneBaHue ucknovaeTcs. 3abonesaHue
Hacnegyetcs no ayTOCOMHO-AOMWHAHTHOMY TWMy, XapakTepeH (heHOMEeH aHuMTUNaumu, KonmyecTBO
NOBTOPOB OOPATHO MPOMOPLIMOHANBLHO KOPPENUPyeT CO BpeMeHeM MaHudecTaummn 3abonesannst n Npsmo
NPOMOpPLUMOHANbHO C TSHKECTbIO ero TedeHus. B otnnumm ot gpyrux cdopm CUA, ana CUA7 cuutaetcs
cneumduyeckum  CMMNTOMOM  AereHepauusi  cetyatku. [loMMMO  nopaxeHus ceTyaTkv  rmasa,
HeBpornoruyeckve HapyLweHusi npu CLIA7 cxofHbl ¢ TakoBbIMU Npu Apyrux dopmax CLIA.

Tecm 01.02.15.815 eHoOuacHocmuka Mo3xe4ykoebix amakcull (CLIA1,2,3,6,7) u mecm 01.02.15.1195
Pedkue ¢hopmbl cnuHouepebennsapHbix amakcull (CLIA8,10,12,17, 36)

AyTOCOMHO-AOMMHaTHbIE cnunHouepebennspHble atakcun (AOCLA) npeactaBnsioT cobol reTeporeHHyo
rpynny  reHeTMYeckMx  HerpopereHepaTWBHbIX — 3aboneBaHWi,  XapaKTepU3yLMXCA  MEAJIEHHO
nporpeccupyoLLen MO3XXE4KOBOW ancdyHkumen (nposiBnsioLLENCA aTakcuen, aunsapTtpuen,
rmasodsuraTteflbHbIMW  HapylUeHWsAMM), a Takke  pasnuyHon  KombuHauuen  uepebpanbHbIX,
aKCTpanMpamuiHblX, OynbbapHbIX, CNMHaNbHbIX W Nepudepuyecknx HeBPONorMyeckux HapylleHuin. Ha
OaHHbIA MOMEHT onucaHo okono 35 reHetudeckux ¢opm AACLA. Bonbwaa yvacte CLA saBnsaioTcs
6onesHAMM 3KCMaHCcMKM HykneoTuaHbIx nosTopoB (CUA 1,2,3,6,7,8,10,12,17,36). bonee 50% Bcex CLIA
npuxogutcs Ha CUA 1,2,3,6,7 tvnoB. bonee pegkumn copmamum asnstotca CUA 8,10,12,17,36 Tvnos.
PacnpocTpaHeHHOCTb pasnuyHbix TrnoB CLIA cunbHO BapbupyeT OT nonynsumm K nonynsauuun. MpossneHus
oTaenbHbIX TMNoB CLIA oveHb HecneumndUyHbI, U yCTAHOBNEHWE TUMa aTakCum Ha OCHOBaHUM KMUHUYECKUX
NPM3HAKOB W [AaHHbIX WHCTPYMEHTanbHOro obcrneaoBaHusi HEBO3MOXHO. EAMHCTBEHHbIM cnocobom
noateepxaeHus Tuna CLUA aBnsetcs MonekynsipHo-reHeTU4eCKuin aHanms.

Tecm 01.02.15.880 eHoduacHocmuka cuHdpoma mpemopa/amakcuu (2eH FMR1)

CuHgpomom  Tpemopa/atakcum  (CTA), accouMuMpoBaHHbIN C  CUHOPOMOM  NTOMKOW  X-XpPOMOCOMbl—
nporpeccupyiollee HeWipogereHepaTmBHoe 3aboneBaHue, pasBuBalolleecs B MNO3gHEM Bo3pacTe W
cBs3aHHOe ¢ akcnaHcunen CGG-TpUHYKNeoTUAHbIX NOBTOPOB B 5-HeTpaHcnunpyemon obnactu reHa FMR1.
KonnuectBo CGG-TpUHYKNEOTUAHbIX MOBTOPOB MeHee 55 wuckniovaetr 3abonesanue. [lpu CTA
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HabntofaeTcs cunbHas koppensiums eHotuna (ypoBeHb aTpodu FONIOBHOMO MO3ra, YPOBEHb KOTHUTUBHbIX
N MCUXMYECKUX HapyLleHWW, YPOBEHb MOTOPHbIX HAapyLUEHWI) U reHotuna (T.e. pa3Mepy 3KCnaHcum).
MeHeTpaHTHOCTb 3aboneBaHMs yBENMYMBAETCHA C BO3pacTOM MauMeHTa 1M 3aBUCUT OT pa3mepa dKCnaHcuu.
KnuHunyeckme nposiBneHusi o4eHb pasHoObpasHbl: aKUMOHHBIA TPEMOP — MOCTypanbHbIA U KMHETUYECKUHA,
MO3XXEYKOBasi aTaKkCcusl, MNapKUHCOHWU3M, KOTHWUTWMBHbIE W MCUMXMATPUYECKNE HapyLUEHUs, OeMeHLus,
nepudepuyeckas HeponaTtus, BeretaTuBHas AMCYHKUMSA, o4arv B cpedHen HOXKe MO3Xeyka unm cteona
Mo3ra, o4ary B 6enom BeLLecTBe rOfIOBHOTO MO3ra, reHepanu3oBaHHasi aTpodusi ronoBHOro mMosra. Tect
peKkoMeHAoBaH MauvMeHTam C  aTUnNUYHbIMU  opMamy  MapKMHCOHM3Ma W artakcuu. HocutenbCcTBO
aKcnaHcum, accouumpoBaHHon ¢ CTA, cBA3aHO C puWCKOM pas3Butusa cuHapoma MapTtuHa-benna y
nocrneayoLwmx NOKONeHWn, B CBSI3W C YEM PEKOMEHAYETCS rEHOTUMMPOBAHME YNEHOB CEMbMU.

OunarHocTuka 6one3Het MOTOPHbIX HEMPOHOB: 60K080U amMuompoghudeckull CK1epos, HacrnedcmeeHHbIe
gopmbl 60KOBO20 aMuOMpPOghuYecKo20 cKreposa, bonedHb KeHHedu, criuHanbHas Mblue4yHas ampogus,
crnacmudeckasi napanneausi Limpromnens

BokoBon amuoTpocuyeckun cknepos (BAC) — Tsxkenoe HeWipopereHepaTvBHoe 3aboneBaHve C
NMOPaXeHWEM BEPXHUX W HWKHUX MOTOPHBLIX HENPOHOB HESICHOW 3Tuonoruu. YyBCTBUTENBHOCTH U
crneunduyHocTb KputepueB El Escorial (1994) u Awaji-Shima (2008) Ha HavanbHbIX 3Tanax pasBuTUSA
bokoBoro amuoTtpoduyeckoro ckneposa (BAC) kpairiHe Hu3ka. lMcrnonb3oBaHue TAXeNbIX Lenewn
HelpodpunameHToB B nukesope (mecm 01.02.15.1080) B kadectBe GuoOMapkepa HerpogereHepaumn npuv
BAC nosBonseTt He Tonbko 06bekTMBMU3NpoBaTh AnarHo3 BAC, HO u cnporHo3vpoBaTb TeveHue bonesHu.
Momumo nccnepoBaHusa pparmeHToB HevipodunameHToB (H®) B nMukBOpe, BaXKHbIM 3TarNoM AMarHOCTUKM
BAC saBnsieTca npoBeaeHve anddepeHumansHON AMarHOCTUKN C PSAOM reHeTUYeCKMX NaTonorMn, a Takke
npoBefeHVe CEMENHOr0 KOHCYNbTUPOBaHWA W TFeHOTUNMPOBaHWA Ha HacneAcTBeHHble dopmbl BAC.
YnpoLleHHbIM anroputMom nabopaTopHoro obcrnefoBaHns NauMeHToB ¢ CUMMTOMaMu 60ne3Hn MOTOPHbIX
HelpoHoB siBnisieTcst: 1. ViccnegoeaHne H® B nuksope; 2. MeHoTUNMpoBaHne Ha GonesHn, MMUTUpyLne
BAC — 6onesHb KeHHeau, cnvHanbHasi MblleyHas atpocusi, 6onesHs WTpiomnens; 3. ViccnegosaHne Ha
MyTauum B reHax SOD1 u C9orf72 gnsa onpegeneHus cemenHbix oopm BAC.

Tecm 01.02.15.1080 Tsixxensie uenu HelipoghunameHmoe 8 Jiukeope (oueHka HelipodezeHepayuu)
[ns 6okoBoro amuoTpogmyeckoro ckneposa (BAC) xapakTtepHo M3bupaTenbHoe NopaxeHUe LieHTpanbHbIX
1 nepudepnyecknx aBuraTernbHbIX HEMPOHOB U pa3spyLleHne HelpoHanbHOro uutockeneta. CTPyKTypHYto
OCHOBY LMTOCKENeTa cocTaBnsioT HelpodunameHtsl (HO). Mpu BAC Habniogaetcs natonorvveckoe
HaKoMMeHne TSXKenbIX Lener HerpounameHToB B aKCOHaxX HEMPOHOB M MHOFOKPATHOE MOBbILIEHWE WX
KOHUeHTpauum B nukBope. CneumdpuyHOCTb M YyBCTBUTENBbHOCTb TecTa Npu onpedeneHnyd 3Toro
6uomMapkepa Ans paHHUx atanax G6onesHu pocturaet 90%. Kpome 3TOro, KOHUEHTpaUUsi TSHKENbIX Lenew
H® koppenupyeT ¢ KonM4ecTBOM BOBMEYEHHBLIX 0GNacTel U CKOPOCTbLIO NMPOrpeccuu. YBenuyeHme Tskenbix
uene H® B nuksope HabnogaeTcs nNpu APYrMX HEBPOMOrMYECKUX COCTOSHMAX, B TOM uucne
aemuenuHusaummn npu PC, ogHaKo YpOBHU MOBbLILLIEHMS! 3HAYMTENBHO Hke. OnpeaeneHue Tsxenbix Lenew
H® B nukBope crefsyeT OOMOMHSATH ONpedereHneM KOHLEHTpauuuM OCHOBHOro Genka MuenvHa (mecm
01.02.15.485) VccnepnoBaHne pekoMmeHAyeTCs NPOBOAWTL BCEM NaumeHTam ¢ nogospeHnem Ha BAC.

Tecm 01.02.15.1145 UccnedoeaHue SOD npu 6okoeoMm amuompoghudeckoMm ckiiepo3se (2eH SOD1)
Oxkono 10% nauueHToB ¢ BAC umetloT cemenHbii aHamHes (cemeriHbin BAC — cBAC). Y 12-23% naumeHToB
c BAC n y 3% nauveHToB co cnopaauyeckum BAC umeeTtca natonornyeckas mytaums B reHe SOD1.
3aboneBaHve c MyTauuen B reHe SOD1 HacnegyeTcsi No ayTOCOMHO-AOMWHAHTHOMY Tury, TO €CTb
nmeetcsi 50% pucka pa3suTus 3aboneBaHus y MNOTOMKOB. HocuTenbcTBO MyTaumii B reHe SOD1
accoumupoBaHo ¢ bonee GbICTpoN nporpeccuert 3aboneeaHus. ViccnegoBaHve pekoMmeHayeTcs NpOBOAUTL
BceM naumeHTam ¢ BAC B Lensix CeMenHoro KOHCYNbTUPOBaHMS.

Tecm 01.02.15.860 'eHoQuazHocmuka npu HacsiedcmeeHHoMm BAC (2eH C9orf72)

JkcnaHcns G4C2-noBTopoB B reHe C9orf72 Ha AaHHbIN MOMEHT siBMsieTcs Hanbornee 4acTon reHeTUYeCKon
abeppauveit npu cemeriHon u cnopagudeckonn cpopme BAC, npu BAC/dpoHTOTEMMOParibHOM AEMEHLUM
(PTA) v npu OTL. 3aboneBaHue ¢ myTauuenn B reHe Corf72 HacneayeTcs NO ayTOCOMHO-AOMUHAHTHOMY
Tuny, To ectb numeetca 50% pucka pa3sutus 3abonesaHus y notomkoB. [Mpu cemenHon cdopme BAC
faHHas MyTauma obHapyxwuBaeTcs y 20-40% naumeHTOB, npu crnopagudeckon dopme - y 7-12%
nauuneHToB, npu cemenHon dopme BAC/OTO — y 72% nauueHToB. HoCcUTENbLCTBO 9KCNaHCUM B reHe
C9orf72 accoummpoBaHo C ObICTPOM MpoOrpeccuert U Hanuumem AOMNOSHUTENbHbLIX HEBPOSIOrMYECKNX
cumnTomoB. MccnepgoBaHne cnegyeT npoBoauTb Bcem nauveHtam ¢ BAC B uensx cemenHoro
KOHCYNbTUPOBaHMS.
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Tecm 01.02.15.770 "eHoduacHocmuka 6one3Hu KenHedu (eeH AR)

CnuHanbHas n 6ynbbapHas MbllweyHas atpodms (bonesHb KeHHeam) — HacnedcTBeHHoe 3aboneBaHue,
xapakTepu3ytoLeecsi akcnaHcnen CAG-TpUMHYKNeoTUAHbBIX NOBTOPOB B reHe AR, pacnonaratowerocs Ha X
XPOMOCOME U KOAMpYHLEro aHaporeHoBbi peuentop (AP). Cuutaetcs, uto GonesHb KeHHean MoxeT
HabnogaTbCsA TOMbKO Y MYXKUMH, XOTA ObInn onucaHbl cnyyau, korga akcnaHemss CAG-nosTopos B reHe AR
NpVYBOAMNA Y KEHLUMH K MOSIBIIEHWIO NEerkon CUMMNTOMAaTUKW AaHHOro 3abonesaHus. Pasmep akcnaHcuu
KOppenupyeT C TSHKECTbI CUMMTOMATWKW, YPOBHEM MEHETPaHTHOCTU W BpEMEHEM MNepBblIX NPOSIBIIEHUIA
3aboneBanusa. Ans BK xapaktepHa cMMNTOMaTuKa MOPaXKEHWUS HWKHUX MOTOPHbLIX HEMPOHOB M CHUXEHWS
yyBcTBUTENBHOCTM AP. WccnepnoBaHne pekomeHayeTcs NPoBOAWTbL BCEM MaLUMEHTaM C MOAO3PEHVEM Ha
BAC, nockonbky 6omne3Hb KeHHeaun UMeeT 3HaUMTENbHO MyYLINIA KMMHUYECKUIA MPOrHO3.

Tecm 01.02.05.310 FeHoQua2HOCMUuKa cnuHanbHOU MblweYyHol ampodguu (2eHbi SMN1 u SMN2)
CnuHanbHas MblwedvHas atpodus (CMA), accouuvpoBaHHas ¢ reHom SMN1, npepgcraBnseT cobow
3aboneBaHue, xapakTepuaytoLleecst fereHepaumen HUKHUX MOTOPHBIX HelpoHoB. [laHHas natonorus B 90-
95% cnyyaeB BbI3bIBAaETCA romMo3urotHou pdeneumen reHa SMN1. 3aboneBaHve Hacriegyetcs no
ayTOCOMHO-PELIECCMBHOMY TuMy, TO eCcTb umeeTca 25% pucka pa3suTus 3abonesaHus y NoTomkos. bbina
obHapyxeHa obpaTHas koppensiums mexay konvdectsomM konuin SMN2 n TsKecTblo TeueHusi 3aborneBaHus,
a Takke Bo3pactom maHudectaummn. ina CMA xapaktepHa CMMNTOMAaTUKa NOPaXEHUS HKHUX MOTOPHbIX
HeVpoHOB: NporpeccupyoLlas, CMMMeTpUYHasa cnabocTb MbILLL, MPOKCMMAIbHOrO oTAena, atpodua MbiLuLy
npokcumanbHoro otgena. B pegkux cnyvasx Hanuumsi reteposurotHonm pdeneumm SMN1 ¢ dApkon
CMMMTOMAaTVKON pekoMeHayeTcs npoBoanTb cekBeHpoBaHE SMN1 reHa (mecm 01.02.15.1530).

Tecm 01.02.05.305 CeHoduazsHocmuka cnacmuyeckoli napannezus Limpromnens (ceH SPG4)
HacnencrteeHHas cnactudeckast napanneruss (HCI) npenctaBnsieT coboit KNMUMHUYECKM U FEHETUYECKM
reTeporeHHylo rpynny HO3O0MOMNA, XapaKTepu3YIOLUMXCS MOPaXEHWEeM BEpPXHWX MOTOPHLIX HENpPOHOB,
CNacTMYHOCTBIO M CnaboCTblo HWKHUX KOHeuHocTel. Ha cerogHsawHnn geHb nssecteH 41 reH, myTtaumm B
koTopbix Bbi3biBaT HCI. 3aboneBaHue MOXET HacnedoBaTbCH ayTOCOMHO-OOMWHAHTHO, ayTOCOMHO-
peueccuBHO unu X-cuenneHo. Hambonee uvactoii npuymHon passutus HCI cuntaT MyTauum B reHe
SPG4. [eneuun wn pynnukaumm y4yacTkoB reHa SPG4 cuutaloTcd OZHOW M3  pacnpoCTpaHeHHbIX
reHeTudecknx abeppauuii, BcTpevawowmxcs npu HCM. MyTtauum B onucaHHOM reHe nepenarTcst
ayTOCOMHO-AOMUHAHTHO, HO TECT He UCKMIoYaeT Apyrne hopMbl napanneruu.

OuarHoctuka muonatuin: oOucmpogus [oweHHa u bekkepa, MuomoHu4eckue Oucmpoghuu,
oKyrnoghapuHeaeanbHas Muooucmpogusi, ocnanumeribHble MUonamuu, MuacmeHusi epasuc.

[MopaxeHne HepBHO-MbILLEYHOrO annaparta MOXeT HabnaaTbes Npy psae ayTOMMMYHHbIX 3aboneBaHui,
BOCManuTernbHbIX MUOMNATUSX, TEHETUYECKMX HaPYLUEHUSIX, a Takke MeTabonuMueckux W UHMEKLMOHHBLIX
3aboneBaHusix.

BocnanuTtenbHble mMuonaTtum npeacTaBnsAloT cobow rpynny 3aboneBaHWil, pPOACTBEHHbIX CUCTEMHbIM
3aboneBaHusiM coeguHUTENbHON TkaHW. Hambonee pacnpocTpaHeHHbIMK (hOpMamMu SIBASOTCH MUO3UTbI
Npy CUCTEMHbIX 3a60neBaHUsX COEANHUTENBHON TKaHW, AEPMATOMMO3UT, MUO3UT C TenbLamu BKITHOYEHNN,
HekpoTusmpytowasa muonatus. AH® otmevaetcsa y 50-70% naumeHTOB C BOCMAnNMUTENbHLIMU MUOMNATUAMM
(mecm 01.02.15.005), a BbisiBNeHVe CReLUPUYECKMX aHTUHYKIeapHbIX aHTuTen urpaet 6Gonblioe
3HayeHVe B [AuarHocTvke W AudpdpepeHuUnansbHOM AuarHoCTMKe 3Tux 3aboneBaHuid. Y nNaumMeHToB C
nogo3peHVeM Ha BOCManWTenbHble MUONATUM  PEKOMEHAyeTCs NpoBedeHWe UWCCnefoBaHus  Ha
aHTUHYyKMNeapHble aHTUTeNna n aHtutena k aHtureHam Mi-2, Ku, PM-Scl 75, PM-Scl 100 1 aHTUCUHTeTa3Hble
aHTUTena (mecm 01.02.15.325).

HacneactBeHHble MMONaTUK SBNSIOTCA rEeHETUYECKN reTeporeHHoW rpynnov 3aboneBaHvin, AnarHoCTyKa
KOTOPbIX 3HAYUTENbHO 3aTpyAHEHa CXOACTBOM KIMMHUYECKUX MPOSIBIIEHUA pa3HbIX FEHETUYECKUX (POpM.
[nctpodmHonaTn, obycroBrneHHble MyTauusMu B reHe auctpodmHa (DMD), saBnsTcs cpaBHUTENbHO
pacnpocTpaHEHHON X-CLUenneHHON HacnefAcTBEHHON MaToniorvei, KOoTopasi KIMHWYECKA MposiBNAeTcs
aucTtpodouen OroweHHa n Bekkepa, a Takke kapguomuonaTven. ViccneposaHve geneunin u aynnvkaumin
reHa DMD (mecm 01.02.15.1010) cnepgyeT BknmioyYaTb B obcrnefoBaHvWe MauUMEHTOB C CUMMNTOMaMM
MOPaXEHUs1 MPOKCUMArbHbIX OTAENOB MbILEYHOW CUCTEMbI (CXOAHBIMW C MOMMMUO3UTOM) U BbICOKMM
ypoBHeM KOK B cbiBopoTke kpoBu. [pu 3TOM 0BHapyXeHWe NopaxeHUsi NPOKCUManbHbIX UMK AUCTanbHbIX
OTAENOB MbILIEYHON CUCTEMbI C MUOTOHMENW W CUCTEMHBIMM HapyLUEHUSMU, TakMMU KaK HapylleHue
cepAeyvHon NMPOBOANMOCTM, CaxapHbli AnabeT 2 Tuna, katapakTa, SBMseTCs NoKkazaHWeM K NPOBEAEHMIO Y
naumeHTa WCCNeAoOBaHUs Ha MMUOTOHWMYeckyto guctpodpuio 1 m 2 TunoB (mecmbi 01.02.15.740 u
01.02.15.745). MwvonatusMu Takke MNPOSBNSETCA [Pynna HacneACTBEHHbIX  HEPBHO-MbILLIEYHbIX
3aboneBaHui, 06ycnoBneHHo naTonornen reHos mntoxoHapunsHon AHK (mecm 01.02.15.1300).

Mpy MMacTeHMM u MUacTeHONOoAOOHbIX CUHAPOMAxX HapylleHMe HEPBHO-MbILLEYHOW nepeaayn
0bycrnoBneHo aytoaHTUTeNnamm, KOTopble CBS3bIBAIOTCH C peLenTopaMu HepoMeanaTopoB, B YacTHOCTH, C
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peLenTopoM aueTunxonuHa M MmblleyHo-cneundunydeckon kuHazom (MuSK). Mpu muacteHun m Tumome
nepekpecTHasi peakuus C MUO3NUTENWanbHbIMU KNeTkamu TUMyca MPUBOAWUT K MOSBNEHWUIO aHTUTen K
ckeneTHbIM Mblwuam (mecm 01.02.15.115). Y naumeHTOB C NO3OHWMM MTO30M W MUACTEHOMOAOOHBLIM
CVYHOPOMOM, Y KOTOPbIX HE ObINo BbISIBIEHO aHTUTEN K aueTunxornMHoBomy peuentopy u MuSK, cneayet
npoBoAMTb WCCredoBaHWe Ha oKynodpapuHreanbHylo muoguctpodumio (mecm 01.02.15.1225) wn
MUOTOHUYeckyto auctpodmio 1 n 2 Tunos (mecmbi 01.02.15.740 u 745) B CBS3N CO CXOXECTbI WX
NpPosiIBNEHWN ¢ MuacTeHnen. 3aboneBaHus LUUTOBUAHON xenesbl Tawkke TpebyT AuddepeHumansHon
OMarHoCTUKU C MUOMAaTUSIMU U MUACTEHUEN, NMOCKONbKY BbI3bIBalOT MbILLEYHYIO CNabocTb N yTOMNSEMOCTb,
KOTOpble YacTo SABNSIOTCA NEPBbIM NPOSBEHNEM MMMNO- UNW TMNEPYHKLMN LLMTOBUAHOM Xenesb.

Tecm 01.02.15.325 AHmumena npu eocnanumesibHbIX Muonamusix: aHmumena k Mi-2, Ku, PM-Scl
75, PM-Scl 100, anmucuHmemasHbie aHmumena (Jo-1, PL-7, PL-12, EJ, OJ) u AH® u aumu-3HA
BonblUMHCTBO BOCNanuUTEnbHbIX MUOMNATUIN ABASIKOTCSt BTOPUYHBIMU U BO3HMKAIOT B paMKax NepekpecTHOro
CYHOpPOMa C APYrMMW ayTOMMMYHHbIMU (CUCTEMHbIMK) 3aboneBaHuamu: CKB, cknepogepmoin, 6omnesHbio
PeitHo, OepmMaToMMO3UTOM, CMellaHHbIM 3aboneBaHMeM COeauHUTENbHON TkaHu. OBHapyxeHue
aHTUHYKIeapHbIX aHTUTEN yKasblBaeT Ha BeAyLLyto NpUYnHy 3aboneBaHus.

AHTUreHbl | 3a6oneBaHus AHTUreHbI 3aboneBaHus

Mi-2 [epmaTommnosut PM-Scl 75/100 MonumwnosnT n cknepoaepma

Jo-1 AHTUCUHTETAa3HbIN CUHOPOM: SRP HekpoTtuanpytowas muonatus,
MBPO3 Nerkmnx, «pyka MexaHuka» nopaxeHuve cepgua

Ku Monumunosnt npu CKB OJ, EJ, PL-7, PL-12 | AHTUCWMHTETa3HbI CUHOPOM

Tecm 01.02.15.1010 eHoOuazHocmuka Mblwe4yHol ducmpoguu AroweHHa u bekkepa (2zeH DMD)
OucTtpodpuHonatum (MblwevHas guctpodmsa [woweHHa u  bekkepa) npeacTaBnstoT cobon  cnekTp
HacneacTBeHHbIX  X-CUEnfeHHbIX  3aboneBaHwii,  BbI3blIBAEMbIX  Pa3NMYHLIMK - NATONOrU4ECKUMU
abeppauusivm B reHe DMD. Hanbonee YacTbiMy MyTauusimm sIBRSIOTCS Aeneuuy U Aynnvkaumm y4acTkoB
reHa DMD, koTopble BbISBNSIOTCA B AaHHOM TecTe. XoTa 3aboneBaHue X-CUENeHHoOe W MOSHOCTbIO
NPOSIBNSETCA TOMbKO Y MYX4YMH, AMCTpodmHOnatTusi MOXeT MaHudectupoatb y 5-10% Hocutenen
MyTauuM >KEHCKOro noma C MblleyHo cnabocTblo, Muanrven, Ccyaoporamv W AunaTauvoHHOW
KapanommonaTuen. TsKecTb AMCTPOPUHONATMIA MOXET BapbMpoBaTh OT aCMMMTOMAaTUYECKOrO MOBbLILLEHNS
KpeaTUH(OCHOKMHA3bl UMM MbILLEYHbIX CYAOpPOr €  MWOMMOGWHYpUeRn, [0 PpasBUTUS  KNacCUYecKUxX
CVMHAPOMOB, TakuxX Kak MbllleyHast aucTpocusi bekkepa n [iowerHa. VccnenoBaHve pekomeHayeTcst Ans
NauMeHToB C NopaXxeHMeM MbILLIL, MPOKCUMarIbHbIX OTAEN0B, NoBbilweHneM ypoHst KPK kposu.

Tecm 01.02.15.745 eHoQuacHocmuka MuomoHuYyeckol ducmpoduu 1 muna (2eH DMPK)
MwuoToHundeckass guctpocpma 1 tuna (MO1) — HacneacTBeHHas MUMOTOHMYECKas MMONATUS, Bbl3BaHHas
akcnaHcuen CTG-nosTopoB B 3'-HeTpaHcnupyemom yyacTtke DMPK reHa. 3aboneBaHve Hacregyetcs no
ayTOCOMHO-AOMMHaHTHOMY Tuny. KonuuyectBo CTG-nostopoB MeHee 50 ucknioyaeT 3abonesaHue. OAns
MIO1 xapakrepeH eHOMeH aHTuuunauun. Pasmep akcnaHcuMm KoppenupyeT C TSHKeCTbio CMMNTOMAaTUKW,
YPOBHEM MNEHETPAHTHOCTU U BpEMEHeM NepBbiX nposiBrieHu 3abonesanuns. OAns MO1 xapakTepHbl
MbllUEeYHble HapyLleHWs: MWUOTOHMS,, crnabocTb WM aTpodusa AUCTalbHBIX MbIlWL, a Takke CUCTEMHble
nposiBfieHusi: cybkancynspHasi kaTapakta, HapylleHue nNpoBOAMMOCTW cepAua, caxapHbli auaber,
anoneuus n gpyrve. PekomeHayetcs Takke NpoBoAWTb UCCNeAoBaHWe Y NaLMeHToB C MO34HUM NTO30M.
Tecm 01.02.15.740 eHoduacHocmuka MuomoHu4yeckol ducmpoghuu 2 muna (2eH CNBP)
MuoToHnuyeckass guctpocus 2 tuna (MO2) - HacneacTBEHHOE MynbTUCUCTEMHOE 3aboneBaHue, rmaBHbIM
KIMUHUYECKUM MPOSIBNIEHNEM KOTOPOrO SIBMSIETCA MUOTOHWSA U MblleyHas cnabocTb. MpuunHon passuTus
MI2 saBnsieTca akcnaHcus TeTpaHykneotugHoro nosTopa CCTG B komnnekce (TG)n(TCTG)n(CCTG)n B
reHe CNBP (ZNF9). 3aboneBaHvue HacrnegyeTtcsi N0 ayTOCOMHO-AOMWHAHTHOMY Tuny. [InuHa komnrekca
(TG)N(TCTG)n(CCTG)n meHee 176 wucknioyaetr 3abonesaHue. Ons MO2 He xapakTepeH (heHOMeH
aHTUUMNaumn. Pasmep akcnaHCMy He KOPPenupyeT C TSHKECTbIO CUMMTOMAaTUKW, YPOBHEM NEHETPaHTHOCTM
N BpEeMEHeM MepBblX NposiBNeHW 3aboneBaHusl. [Ona MO2 xapakTepHbl MblLEYHbIE HapyLUEeHUs!
(MuoToHMsi, cnabocTb M aTpohusi MPOKCUMArbHbIX MbIWL), @ Takke CUCTEMHble MPOSIBMEHUS:
cybkancynapHas KatapakTa, HapyLueHue NpoBOAMMOCTM CepAua, caxapHbll AvabeT, anoneuns u apyrue.
PekomeHayeTcs Takke NPOBOAWTL AaHHOE UCCNEeAoBaHWe Y NauneHToB C NO34HUM NTO30M.

Tecm 01.02.15.1225 fQuacHocmuka okynogapuHzeasnbHol muoducmpoguu (Mo30HUl nmo3)
OkynodpapuHreanbHas muoguctpodumsa (OPM[) — HacnencTBeHHOe HeMpoMbllleyHoe 3aboneBaHue C
nosgHen maHudecTaumen, xapakrepusytouleecs ysenvdeHnem konmdectsa GCN-nostopos (N- A,T,G,C) B
reHe PABPN1. 3aboneBaHune nposiBnseTcs ABYCTOPOHHUM NTO30M, Aucdarmein, CUMMETPUYHOM crabocTbio
1 aTpoduen NOACHO-KOHEYHOCTHBIX MbILWL, (MPOKCMManbHasi rpynna), atpodueit Mol A3blka, criabocTbio
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nuuesbIX Mbiwl. B cBs3n co cxoxecTbto nposisneHuin OPMI n MuacTeHun pekoMeHAyeTcs BbINOMHATb
[OaHHbIV TECT y NAaLUEHTOB C NMOA03PEHNEM Ha NO3AHIO (OPMY MUACTEHUM.

Tecm 01.02.15.625 AHmMumesia kK auemuJsixoJuHogomy peuenmopy (AAxP)

AHTWTENA K auUEeTUNXONIMHOBOMY pEeLenTopy SBMASOTCH OCHOBHbIM  CEPOSIOTMYECKAM  MapKepoMm
reHepanu3oBaHHOW MMacTeHun u oTtmevatotcs y 70-80% naumeHToB C 3TvM 3abomneBaHueM. [lpu
OKYNSpHbIX hopMax MuacTeHuu 4vacTtoTa ayToaHTuten nagaet Ao 15-25%. [MNockonbky ayToaHTuTena
YMEHBLLAKT YUCIO AOCTYMHbIX PELLENTOPOB K aUueTUNXONuHy, CoAepXaHue aHTUTEN NPSIMO KOpPPenupyeT ¢
TSXKeCTblo cumnTomaTuku. AHTuTena Kk AXP moryT conpoBoxaaTbCs aHTUTENamu K CKENeTHbIM Mblluam y
©O0NbHbIX C TUMOMOW.

Tecm 01.02.15.115 AHmumesia K ckesiemHbIM Mbiwyam (ACM)

AHTWTEna K ckeneTHbiM MblwlaMm oTMmevaoTcd Yy 10-15% 6oMbHBIX € KNAacCcMYeckoW MUAacTeHWUn, mpu
napaHeomnnacTM4yecko MUacTeHUn n Ha doHe TuMoMbl BeTpeyatotest y 70-80% nauweHToB. BbisBneHve
aHTUTEN K CKEMETHbIM MbILLaM B MONOAOM Bo3pacTe (Monoxe 45 net) moxeT ObiTb nokasaHnem ans KT
cpefocTeHus. B noxumnomM Bospacte MOryT BbISBMATLCS Y vl 6e3 Npr3HakoB MUAcTEHUW 1 TUMOMBI.

Tecm 01.02.15.935 AHmumesa K MbiweYyHo-cneyuguyeckoli kuHase (aHmu-MUSK)
MbiweyHo-cneundumyeckas kuHasa (MuSK) npeactaBnsieT 4acTb KOMMIEKCa aprMHMHOBOrO peLenTtopa,
KOTOPbIA y4acTByeT B (DOPMMPOBaHWM 3PENoro HepBHO-MbIWEYHOro cuHanca. AHtutena k MuSK
obHapyxuBalTCs B CbiBOpoTKe nauueHToB y 40-45% nauueHTOB C reHepanv3oBaHHOW MUacTeHuen, y
KOTOpPbIX HE OblNo OBHApYXXEHO aHTUTEN K aueTUNXONMHOBOMY peLenTopy. Y NauuveHTOB C MUaCTEHUEN,
MONOXMUTENbHBIX MO ayToaHTuTenam Kk MuSK, yallle BCero XeHLUMH, MOXET pasBMBaTbCsl KpaHuanbHas n
ObynbbapHaa copma muacteHun. TecT pekoMeHAyeTCs MPOBOAWTL MPU MOAO3PEHUUM Ha MUACTEHUIO
COBMECTHO C TECTOM Ha aHTUTENa K aueTUNXoNMHOBOMY pPeLenTopy.

Tecm 01.02.15.275 AHmumena k mupeonepokcudase

AHTWTEena K Tupeonpokcuaase (aHTu-TMNO) BCTpeyaloTCa Kak nNpu ayToOMMMYHHOM TupeouauTe, Tak v npu
OT3. AHanu3 pesynbTaToB TecTa AOMKEH BKMYaTb OLEHKY rOpMOHanbHOro ctaTyca, Tak Kak aHTuTena
BCTpeyaloTes y 3-6% 340poBbIX XeHLWMH 6e3 npu3HakoB TpeovauTa. MNpu BeisBneHnn aHtuten k TMO npu
HOpPMarbHOM YPOBHE TOPMOHOB €XErofHbli pUCK pa3BuTUS TupeouauTa cocTasnseT 2-4%. AHTuTena K
TNO siBNsOTCS OAHNMM U3 HAUGOMEEe YacTbIX ayTOAHTUTEN Y YerioBeka.

Tecm 01.02.15.270 Cmumynupyrowue aHmumersna K peyernmopy mupeompornHo20 20pMoHa (pTTI),
mecm emopo20 NoKoJIeHUs

AHTUTEna k pTTI - 3TO reTeporeHHoe CEMENCTBO aHTUTEN, KOTOpoe NOAPasAenstoT Ha CTUMYNMPYOLLne U
Gnokvpylolme aHTuTena. TecT BbISIBNSET CTUMYNUPYOLME aHTUTena 3a CYET KOHKYPEHTHOro
B3aVMOJENCTBMA C  MOHOKMOHanbHbIM  aHTuTenom M22. [laHHble ayToaHTuTena Mo3BOMnsoT
avarHoctupoBaTb GonesHb [peiiesa, Bkniovas AT3 u odranbmonaTuio, KoTopasi BcTpevaetcs y 2%
XeHckol nonynaumu. [poxogs 4epe3 nnaueHTy ayTtoaHTuTena oOycrnaBnvMBalOT — BPOXAEHHbIN
TMPEOTOKCUKO3  HOBOPOXAEHHOro. Kpome aToro, TSXenblA rMNepTMpeo3 MOXEeT MpuBecTn K
rMNepPTUPEOUAHON MMoNaTun, NPOSIBISIOLLEACS MbILLIEYHOW CraboCcTbio 1 MbILLEYHON ANCTPOdEN.

OunarHoCTMKa ayTOMMMYHHbIX WM HacneACTBEeHHbIX MNONMHEBPUTOB M MONUHenponaTtun: 60/1e3Hb
Lllapko-Mapu-Tyma, cuHOpom [ulieHa-Bappe, nonupadukyrnoHelponamuu, napanpomeuHemMudyeckul
ronuHespum, KpuoznobynuHeMusi, 2paHyniemMamosHble 8acKynumbl, CrOHOUMoapmpumel, MOMUHEsPUMb!
rpu 3HOOKPUHONAMUSIX U aymOoUuMMYHHOM 2acmpume.

MpuyvHON  pa3BuTMA  noMMHeMponaTuv, MNONMUPaAMKynonaTMM  WAM  MOHOHEBpUTa  MoOryT  ObiTb
HacneaCTBEHHble, ayTOMMMYyHHble, MNapaHeonnacTuyeckue, MeTabonuyeckue U UHGEKLMOHHbIE
3aboneBaHus. B cBA3M € 3TUM 3TMONOMMYECKUIA AMArHo3 NonMHenponaTin 06bIYHO 3aTPyAHEH.

[eHeTnyeckne abeppaumn B reHax, KOAMPYIOLLMX GEnkn MUENMHOBON 0BONOYKM, LUTOCKENETa HEMPOHOB 1
uuTonnasmaTuyeckor MembpaHbl, BbI3blIBAOT Pa3fnuyHbIE TWUMbl MOTOPHO-CEHCOPHOW MONUHEponaTum.
HyXHO OTMeTUTb, 4YTO HacneACcTBEHHble MONMHENpoONaTUN SBNSAITCA OOHOM U3  BedylWwmx MNpUYKH
nopaxeHus nepudepunyecknx Hepeo. [eneuust n gynnukaums reHa PMP22 npun 6onesum Lapko-Mapu-
Tyra 1A cuutaetcs Haubonee yactol MyTauueln, BCTpeYarloLlencs Yy MauuMeHTOB C HacneaCTBEHHbIMU
nonuHeriponaTnamu. B cBA3W ¢ 3TM y Bcex NauMeHTOB C CUMMNTOMaMMN XPOHUYECKOW MOTOPHO-CEHCOPHOM
nonuHerponaTm, a Takke Yy NauueHToB C dpoKanbHbIMM MapanMyamm K XPOHWUYECKOW CEHCOPHOM
HeviponaTven pekomeHgyeTca npoBedeHne mecma  01.02.15.765. Octpble UM XpOHWYECcKue
BOCnanuTenbHble MNONMUHEWpoNnaTUM SBMSOTCH ayTOMMMYHHbIMW  3aboneBaHusMKU, NpPU KOTOPbIX
HabnopaeTca CUHTE3 ayToaHTMTEN K raHrmuo3ugam MUenuHoBOW o6oroyknm u nepexBataMm PaHBbe.
PaspylieHne mMuenuHoBo 060MoYkM MNPUBOAMT K BbIPAXEHHbIM [OBUraTeNbHbIM - HapylleHusim. B
ceHcMbunm3aumm K aHTUreHam raHrmMo3nAOB BMHOBATa MeEPeKpecTHas WMMYHHas peakumss C
nunononucaxpuaamu 6akrepun XKT, B yactHoctu poga Campylobacter. OnuroknoHanbHein IgG Takke
0ObIYHO BbISIBMISIETCSI MpWY BOCNANUTENbHbLIX AyTOMMMYHHbIX MONMUHEMPONATUAX, M TaK Kak HapyllaeTcs
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NPOHULIAEMOCTb remMaTo3aHLedanMyeckoro 6apbepa, To OnUroknoHarnbHbIl [gG oTMeYaeTcs U B CbIBOPOTKE
n B nukeope. [llonuHerponatna SABNSeTCA PacnpoCTPaHEHHbIM CUMMTOMOM CUCTEMHbIX 3aboneBaHuin
COEAVHUTENBHOW TKaHW U BacKynuTOB COCYAOB KPYMHOrO, CpedHero n Menkoro kannbpa. B cBAsn ¢ aTum
nccnegosaHusa Ha AH® n OHA, AHLIA, aHTuTena K 3HAOTENUIO U Ha TMNOKOMMIIEMEHTEMUYECKUIN BACKyNIUT
peKkoOMeHAyeTCs NPOBOANTL Y BCEX MALMEHTOB AAHHOW rpynmbl. ANropuTMbl 06CNeaoBaHNs Ha CUCTEMHblEe
3aboneBaHVA COeaANHNTENBHON TKaHW U BaCKyNWUTbI ONNCaHbl B COOTBETCTBYIOLMX pasgenax.
AYTOUMMYHHbIN racTPUT - OCHOBHas npuynHa B12 pnecuumra, HEBPONOrMYECKUM MPOSIBIIEHUEM KOTOPOTO
ABNSIETCS CEHCOPHas NONMHENponaTna U NoAoCTpasi KOMOBVMHMPOBaHHANA AereHepaLusl CrIMHHOTO Moa3ra.
MoHOKIOHarbHbIE raMManaTu ¢ CUHTE30M MaparnpoTenHa COCTaBNAT Mo pasHbiM oueHkaMm 15-20% Bcex
cnyyaeB BocnanuTenbHbIX MOMMHEBPUTOB, MPW 3TOM YacToTa HeremaTonorn4eckon napanpoTeHVemun B
Bo3pacte 65 net cocraBnser okono 10%. MAG-accoumMmnpoBaHHas MOMNMHeENponaTusa SBMAeTCs
pacnpoCTPaHEHHbIM COCTOSIHUEM Yy MOXWMbIX JOAEN C  MOHOKMOHANbHOW ramMManaTvel  HesiCHOW
3Haummoctn (MGUS). Takke nonuHenponatusi sensietcs nposisneHvem POEMS cuHapoma, ansi koToporo
TaKKe XapaKTepHa MOHOKMOHanbHas MNpoAyKuus MMMmyHornobynuHoB. B oBoux cnyyasx nabopaTtopHoe
noATBEPXKAEHNEe [OnarHo3a OCHOBbLIBAETCH Ha MpoBedeHuM anekTpodopesa  CblIBOPOTKM  KPOBMU,
onpeaenexuns M-nvka u TMNIMPoBaHUK runeprammarnobynvHa (mecm 01.02.15.421).

Bonn B cnuMHe W KOPELLKOBbIA CUHAPOM MOXeT OblTb OOAHUM W3 MEpBbIX MPOSIBMEHWUA MHOXECTBEHHOMN
Muernomsl. [leTekuusi napanpotenHa (M-nunka) ¢ ncnonb3oBaHnem MMMyHodmMKcaumm, a Takke 6enka BeHc-
IxoHca (mecmbi 01.02.15.640/645) B Mode No3BoONnsieT NoATBEPAUTL AMArHO3 MUENomMHow 6onesHu. MNpu
KOPELLKOBOM CUHOPOME M Bonsix B CnMHe Takke Moka3aHo npoBefdeHue TunupoBaHuss HLA-B27, ons
NOATBEPXAEHNA AmarHo3a crnoHaunoapTponatun (mecm 01.02.15.307). AyTOUMMYHHbIV aTpoduyeckuii
racTpuT HakannuesaeTcs B nonynsaumm n otmevaetcs y 2-3% nuy ctaplue 60 net, 4to AenaeT ero OCHOBHOW
npuynHoOW AeunumTa BuTamuHa B12 B nmonymsumn. Mpu HanuuuM nonuHendponaTM U MakpouuTapHOMW
aHeMMM NoKasaHO MpPOBEAEeHWe Ccepornormyeckoro obcnefoBaHWA Ha aHTWTena k daktopy Kactna u
napueTanbHbIM Knetkam xenyaka (mecm 01.02.15.610).

Tecm 01.02.15.765 [eHoOuazHocmuka 6one3Hu Llapko-Mapu-Tyma 1A u HacnedcmeeHHoU
Heliponamuu ¢ nodeepxeHHOCMbIO K napanuvy om cdasneHus (PMP22)

HacnepncTteeHHasi nepudepudeckass HeBponatusi, 6onesHb Llapko-Mapu-Tyta (BLUMT) - npeacraensiet
coboii reHeTU4eckn W KIMHWYECKW TeTeporeHHylo rpynny HacrneACTBEHHbIX MOTOPHO-CEHCOPHbIX
nonuHeviponatuii. B 60-70% cnyyaeB npuunHon BLUMT sBnseTcst reTepo3urotHas Aynnukaums pervoHa
OHK Ha gnuHHOM nneye 17 XpoOMOCOMbI, B KOTOPbIM BXOAUT reH PMP22, koaupyowuin nepudepuydeckun
MUWENUHOBLIN Genok. ATOT AedekT BbidbiBaeT pa3sutve BLIMT 1A Tuna, KOTOpbI XapakTepuayeTcsi
AeMuenuHusauven nepudepuyecknx HepBoB M nonuHeBputoMm. [Npu gynnukaumm reHa PMP22 BLUMT
06bI4HO HacnepgyeTcs NO ayTOCOMHO-AOMWHAHTHOMY Tuny, ogHako B 10% cnyyaeB BO3HukaeT de novo.
3aboneBaHne MoxeT MaHudecTMpoBaTb B NoOOM Bo3pacTe, M 4acTo KnuHuYeckun auddepeHumpoBaTthb
BLWMT oT gpyrMx npuunH nonvHemponatuii 6e3 reHoAMarHOCTMKM HEeBO3MOXHO. [lpyrovi reHeTuyeckun
nedekT 3Toro Xe reHa, a MMeHHo deneums reHa PMP22 Bbi3biBaeT HacneacTBEHHYIO HeBponaTuio C
noaBepXeHHocTblo napanudy ot caasneHus (HHMMC). Y 20% Bcex cnyyvaes HHIMMC geneuuns PMP22
Bo3HukaeT de novo. HHIMMC ¢ geneunen rena PMP22 HacnepyeTcs no ayTOCOMHO-AOMUHAHTHOMY TuMy,
To ecTb umeetca 50% pucka passutus 3abonesaHuss y notomkoB. [Ans HHMMC xapakrepHa
reTeporeHHOCTb KIMMHUYECKUX MPOSIBNEHWI, BapbupyOLWMX OT doKanbHbIX 3MNM3040B KOMMPECCUOHHOW
HevponaTum A0 NPOSBNEHMIN XPOHUYECKOM BOCMANUTENbHOWM NonvMHenponatim n cuigpoma MuneHa-bappe.
B cBsi3n c BbicOKOM BapuabenbHOCTbIO M BbICOKOW pacnpocTpaHeHHocTbio PMP22-accoummpoBaHHbIX
3aboneBaHWn pekoMeHayeTCs NPOBOANTL AAHHOE UCCNEeAoBaHNe Y BCeX MauueHTOB C MOTOPHO-CEHCEPHOMN
nonuHeriponaTunen.

Tecm 01.02.15.1315 AHmumena k GM1 2aHa2nuo3udy — ebicokoyyecmeumesibHbili UPA memod
Cungpom uneHa-bappe u, Cxoxune ¢ HUM MO KINHUKE MOTOPHbLIVM NONMpaauKynoHeBponaTum, CBs3aHbl C
nosisneHnem aHtuten k GM1 raHrnvosungy, Kotopble MOXHO 06HapyxuTb y 20—70% c aTum 3aboneBaHnem
B 3aBMCUMOCTM OT d¢popMmbl 3aboneBaHusi.. Metog BbicokodyBcTBUTENBHOrO WPA aHanusa nossonset
BbISIBNATbL aHTUTena knaccos IgG u IgM, HanpaBneHHble npotus GM1 raHrnunosunga.

Tecm 01.02.15.620 UmmyHO6/10m aHmumen k 2aHanauo3udam (Cynbcdamudam, GM1, GM2, GM3,
GM4, GD1a, GD1b, GD2, GD3, GT1a, GT1b, GQ1b) knaccoe IqG/IgM

laHrnuno3vabl NpeAcTaBnsoT FMUKONUNUALI MUENMHOBON 06oroYkM nepudepryeckmx HepBoB. YepenHo-
MO3roBble HepBbl U KOPELUKN CMMHHOrO MO3ra COAEepXaT YHMKanbHbI Habop raHrmmMo3naos, KOTOpble
CTaHoBATCH MULLEHSIMU MMMYHHOM cuCTEMBI npu pasBUTUK psga BOCManUTENbHbIX
nonvpaguKynoHeBponaTuii 1 NONMHEBPUTOB C MOPaXKEHWEM YepernHOMO3roBblX HepBOB. VIMMyHOGMOT
no3sBonsieT onpefensaTe aHTUTena K 12 aHTureHam knaccos IgG/IgM, 4To nossonseTr npoBoAUTb
anddepeHUmanbHy0 AMarHOCTUKY OCHOBHbIX (DOPM NonvMpaanKynoHeBponaTun.

20




AHTUreHbl | 3aboneBaHus AHTUreHbI 3aboneBaHus

GM1-4; c-M MviteHa-Bappe, mynbTudokanshas | GQ1b, GT1a c-m Munnepa-®uwepa

GD1a,b; MoTopHasa HesponaTusa (MMN), ocTpas CynbaTtngbl MoHoKnoHanbHas HerponaTtus

GT1a,b MOTOpHas akcoHarnbHas HeBponaTus GD1b, GD3 CeHcopHasi HeBponaTusi
(AMAN) GM2-3, GD1a,b XpoHu4. BOocnanuT. HesponaTtus

Tecm 01.02.15.695 OnpedeneHue aHmMumesn K MUesiuHy

MvenvH npepnctaBnseT cobon Kommnekc GenkoB M FMUMKONWNUAOB, OKPYXalolWmMX ObiCTpble HEepBHbIE
BonokHa B LHC u nepudepuueckyto HepBHylo cuctemy. MwuenuH $BRSeTCA MULIEHbIO psiaa
BocnanutenbHbix npoueccoB ¢ nopaxeHnem LIHC n NMHC. OCHOBHbIM KOMMNOHEHTOM MUWENVHa SBNSeTCH
GenkoBbI  KOMMINEKC MUenuH-accoumMnpoBaHHoMy rnukonpotenHa (MAG) w  cynbdormokypoHun-
naparno6osuga (SGPG). Avtutena k MAG 1 SGPG oTmevatoTcss Npy NpenMyLLECTBEHHON CEHCOPHbIX
napanpoTeHeMNYECKUX 4EMUENUHN3NPYIOLLMX NONMHENPONATUSIX.

Tecm 01.02.15.1325 Aumumena k cynbgho2/10KypoHu-napazao06o3udy (SGPG)

Mmukonunua SGPG sBNsieTca OCHOBHOW MMULLEHbIO aHTMTen knacca IgG npu napanpoTenmHeMuyecKmx
OeMuenuHuampyolmx nonuHenponatusix (IgM). TMpu 3Tux cocTosiHMSIX Lenecoobpa3Ho NpoBOAUTb
uccneposaHue napanpoTtenHoB (mecm 01.02.15.421), aHtuten Kk muenuHy (mecm 01.02.15.695).

Tecm 01.02.15.307 TunupoeaHue HLA-B27 c nomouwibto memoda [1LIP

K HLA-B27-accoummpoBaHHbIM CMOHAMIOAPTPONaTUSM OTHOCSITCsl Gone3Hb bBexTepeBa, peakTVBHbIN
apTpuT, NcopuaTUYecKuii apTpuT, apTpuT Mpu BoCManuTenbHbIX 3aboneBaHuax KuleyHuka. OCHOBHbIM
CMHAPOMOM CMOHAMINOAPTPONaTuil SBNSIOTCH BOcnanuTenbHble 6onM B CMWHE, KOTopble OBGBbSCHSATCH
KOPELLKOBbIM CUHAPOMOM, acCOLMMPOBaHHbLIM C BOCMANMTENbHbIM MPOLECCOM MEXMNO3BOHKOBbLIX CYCTaBOB
n cakpouneuToM. en HLA-B27 otmeuaeTcs y 80-100% GonbHBIX CO CNOHAMNOAPTPUTaMm, U TONbKO y 6-7%
B obLuei nonynsuum. MiccneoBaHve pekoMeHAyeTcs Y NauMeHTOB C BOCMAnNUTENbHbIM XapaktepomM 6onen
B HWXXHEN YacTW CNWHbI Y KOPELLKOBLIM CUHAPOMOM.

Tecm 01.02.15.421 CkpuHuH2 napanpomeuHemMuli MemodoM uMMyHOodUKcauuu cbI8OPOMKU
MpoBeneHWe pOaHHOrO MccrnedoBaHWs MO3BOMSIET BbISIBUTb MOHOKMOHANbHYK (Opakuuio U C MOMOLLbH
[EHCUTOMETPUYECKOrO U3MEPEHUSI pacCUNTaTb KONMMYECTBEHHOE COAEPKaHNe napanpoTenHa B CbIBOPOTKE.
OTOT TecT pekOMeHAOBaH Kak AN CKPWHWHIa napanpoTeMHeMuii (MHOXecTBeHHas Muernoma, MIH3,
Tnewowas wmwuenoma, POEMS cuHopom, HekoTopble nMMAOMbI) Yy NauMeHToB C  cuUMnTOMamu
napanpoTtenHeMun (Gonm B KOCTsIX, NATONOrMYEeCcKME MeperioMbl MO3BOHKOB, NMXopajka, MOBbILLEHHOe
COQ, HapyLleHve yHKLUM Noyek, nonvHenponatTmsa u T.4.). KomOGMHMPOBaHHbBIN CKPUHWHI NapanpoTenHoB
B CbiBOpPOTKE U Moye (mecm 01.02.15.651) no3BonsieT NPOBOAWUTb PaHHEE BbISIBIIEHWE MUENOMbI U
remabnacto3oB. [lpu BbISIBNEHUM napanpoTenHa MOXeT ObiTb pekoMeHgoBaHo [fAoobcrnenoBaHve c
NMOMOLLIbIO pasBepHyTOn MMMyHodukcaumn (mecm 01.02.15.655).

Tecm 01.02.15.341 Ceo600HbIe 1eckue uenu UMMyHo2/106ynuHoe Kanna u 1amM60a 8 cbisopomke ¢
pac4yemom uHOekca kanna/naméoa

CBobogHble nerkve uenu (CIL) wvMMyHOrnobynvMHOB sBRsIOTCS  pparMeHTam MOSHbIX  MOMEKyrn
UMMYHOrMOGYNMHOB, OJHAKO OHW CUHTE3WPYIOTCH C M3ObITKOM W MnonajalT B KPOBb. YBENUYeHue
npoaykumn CJILL kanna- n nambga- TMNoB BO3HUKAET B GONbLUMHCTBE Cry4aeB OCTPOro M XPOHUYECKOro
BocnaneHns. Ha doHe napanpoTeMHemMun, opfHako, HabnogaeTcs  pPecTpukuMsi  CuHTes3a, T.e.
NpeMMYLLECTBEHHO CUHTE3upyeTcs Tombko kannma- CJIL  wnu Tombko namba-CllL. YT1oGbl oueHuTb
AVCNPOMNOPLMIO CUHTE3a MCMOMb3YeTCA MHAEKC KOHUEHTpauun kanna/nambaa, KoTopblvi ykasbiBaeT, Kakas
M3 Uenenl CuHTe3WpyeTcs C U30bITKOM. 3HaunTenbHOe W3MeHeHue WHAOeKca YykasbiBaeT Ha
napanpotevHemuio, KoTopasi, B psiAe cryvaeB, BO3HMKaeT 6e3 CcuHTE3a MOMHbIX  Momnekyn
uMmMyHorno6ynuHoB. CJIL| YacTo BbI3bIBAOT NOpakeHUe NoYeK, MoNMHeNnponaTuio, a Takke aMmmnongos.
Tecm 01.02.15.331 [laHenb nonuHespumose ([MapanpomeuH ckpuH, AH®, AHLA, O3HA,
2aHenuo3udHble aHmumesa) KomMOMHMPOBaHHBIA TECT Ha MNOMUHEBPUTHI MO3BONSIET NOATBEPAUTH
Hanbornee w4acTble MNPUYMHBLI MOPaXEHUS HEpPBOB BOCMANWTENbHOrO reHe3a, TakMe Kak CUCTeMHble
3aboneBaHns COeAMHUTENBHON TKaHW, CUCTEMHbIE BacKynWTbl, OCTPble W XPOHWYECkue BocnanuTernbHbIe
NoNMHeponaTum, CBsidaHHble C aHTU-TaHIMO3UAHBIMW aHTUTENaMU.

Tecm 01.02.15.1605. [eHoduacHocmMuka mpaHcmupemuHogo20 amusioudo3sa (2eH TTR)
TpaHcTupeTuHoBbIi  amunongo3 (ATTR, TTP-amunompos3) - Haubonee pacnpocTpaHeHHas dopma
HacneaCcTBEHHOrO (CEMEWHOro) amurionaosa, BO3HWMKAKOLLero BCeACTBME HOCUTENbCTBA NaTOreHHOro
BapuaHTa reHa TTR, kogvpytoLero 6enok TpaHCTUPETUH (TPaHCMOPTHBIV 6enok nna3mel kposu). Hanbonee
pacnpoCTpaHEHHbIMU  KNUHMYeCckuMn dopmamun  TTP-amunongosa SBNSOTCA MopaxeHue cepgua cC
pasBUTMEM PECTPUKTMBHOWN Kapavomuonatvm u ammunongHas nonuHenmponatus. [daHHbIM TeCcT HanpasneH
Ha BbisBreHne myTaumi B 2, 3, 4 ak3oHax reHa TTR. Lienecoobpa3Ho coyetaTb reHoTunupoBaHue TTR ¢
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nccnegoBaHveM Maska MNOAKOXKHOro >kupa (mecm 01.02.15.360), kpome TOro npuv MNOAO3PEHUM Ha
NEePBUYHBIN aMUITOMA03 PEKOMEHA0BaHO NccneaoBaHne cBoboaHbIx nerkux uenen (tect 01.02.15.341).
Tecm 01.02.15.150 OnpedenieHue KpUo2/106yIUHOE C aKIMuUueHoCcMb0 peeMamoudozo dhakmopa
Kpurorno6ynuHbl oTMeYaroTcs Npy KpMornobynMHeMnYecknx BackynmTax (KpuornobynmHemusix). BeigensioT
NpoCTYyl0  KpMOrnmoOynMHemMnio, Npu  KOTOPOW  KPUOrMoOBynuHbl  MPeAcTaBneHbl  MOHOKMOHarbHbIMU
MMMyHornobynmHamu ogHoro knacca. lNpu cMeluaHHOM KpuornobynuHeMun B COCTaBe Kpuonpeuunutata
0o6HapyXuMBalTCHd WMMMYHOrMOBYNUHbI ABYX KMaccoB, M3 KOTOPbIX OAWH WUMeeT akTuBHocTb P®. B
pesynbTaTe AaHHOro TecTa uccrneayeTcs Hanudve KpuornobynmHoB, oLeHnBaeTcs KpUokpuT (% oT obbema
CbIBOPOTKW) M akTMBHOCTb P® B npeuunutarte. [na KoppekTHoro obcrefoBaHuWa Heobxoaumo obpaTuTb
BHUMaHWe Ha CTpOrMe TemnepaTtypHble YCIOBUS B3STUSI KPOBW M JOCTaBKM GromaTepuana B nabopartoputo.
Bce BapyaHTbl IMMYHOKOMMMEKCHbLIX BacKynUTOB O6GbIYHO CONPOBOXAAIOTCA akTMBaLMER KOMNeMeHTa no
KrnaccuyeckoMy nyTu ¢ pasBUTMEM rMnokomMnnemeHTemuv (mecm 01.02.15.715).

OunarHocTuka coCcyguCTbIX W KOaryrnorMyeckux HapylweHun: uepebparnbHasi apmepuornamusi C
cybkopmukarnbHbIMU UHgapkmamu u netikosHueganonamuel (UAOACUII/CADASIL), 6onesHb ®abpu,
CUHOPOM 2urepesisBkocmu Kposu, 2eHemuka mpombogunull u ¢porramHo20 yuknia, aHmugocgonunuoHbIl
cuHOpom, duasHocmuka aunepnunuéemud

PaHHee wuwemunyeckoe nopaxkeHne rofnosHoro mosra (4o 50 neT) vacTto accouMMpoBaHO C
HacneacTBEHHbIMU U IMMYHO-OMOCPEA0BaHHBIMY HapyLleHusimm koarynsumn. MNpu aHTudochonunuaHom
cuHgpome (APC) HabnogaeTcs cuHTe3 aHTUoCcONMNUAHBLIX ayTOAHTUTEN, HapyLUALWMX HopMarbHoe
PYHKLMOHNPOBaHWe Kackagos koarynsauun. B nabopaTopHylo 4acTb KNMHMKO-NabopaTopHbIX KpUTepues
A®C (Myakis et al. 2006) Bxogut BAK, aHTutena k kapauonunuHy (AKI) knaccos IgG n IgM (mecm
01.02.15.145), a TakkKe BbISIBIEHME aHTUTEN K OCHOBHOMY 6ernkoBoMy ko-cpakTopy - 6eTa-2 rmmkonpoTenHy
(mecm  01.02.15.225). Mytaumm reHoB OenkoB  npoTpoMbuHa, caktopa V, a Takke
MeTuneHTeTparnapodonaTpeaykTassl SBASOTCS NpUYMHON pasBuTus Tpombosos LIHC. WccnepoBaHusi Ha
OaHHble MyTauum (mecmbi 01.02.15.1190 u 01.02.05.270) pekomMeHOOBaHbl  BCEM nNauMeHTam C
ULLEMUYECKM MOPaXXeHNEeM roflIoBHOTO Mo3ra, BO3HUKLWKM Jo 50-55 nert.

Jlenikoapeo3 Ha MPT, MMKpPOCOCYAMCTOE WLIEMUYECKOEe MOPaXEeHWe TONIOBHOr0 MO3ra U MUIPEHO3HbIE
ronoBHble Gonu SBMSAIOTCA MNOKasaHWeM [ANs NPOBEAEHWS WCCNEeAoBaHWs Ha CUHAPOM  aHrvonaTum
LIAOACUI/CADASIL (mecm _01.02.05.335). Tawke MHOXecTBO pasHoobpasHon natonorum LHC
OoTMeYaeTCsl Npu rpynne MUTOXOHAPUAnbHbIX 3aboneBaHnit, CBA3aHHbIX C AedeKTamy reHOB MUTOXOHAPUIA
(mecm 01.02.15.1300). HecMoTpsi Ha TO, YTO KInaccuyeckune nposiereHust X-cuenneHHor 6onesHu Padbpu
HabnoJaTca y NaunMeHTOB MYXCKOro rosa, HOCUTENbCTBO MyTaumin B reHe GLA y eHLmMH nposiBnsieTcs
CUMMTOMaMm ULLEMUYECKOTrO NOopaXeHWsi rofoBHOIO Mo3ra u Hedpponatum (mecm 01.02.15.1150).

Tecmbi 01.02.05.335 [eHoOuazHocmuka aHzuonamuu LUAOACMWIT (2-6, 11 3k30HbI 2eHa NOTCH)
LlepebpanbHas ayTOCOMHO-AOMUHAHTHasA aptepuonatus C  CyOGKOpPTMKanbHbIMWM - MHpapkTamm 1
nenkoaHuedanonatvenn (LAOACWUI) npeactaBnsieT cobot Hanbornee 4acTyro NPUYUHY HacneACTBEHHbIX
MHCYNbTOB W COCYAMCTOW [AemeHumuM Yy B3pochnbix. CuuTaeTrcs, 4TO B €BPOMEMCKOM Monynsauuv
pacnpocTpaHeHHOCTb HocuTenen naTtoreHHbix MyTaumn B reHe NOTCH3 cocraBnser 1-2:1000.
3Tmonorndeckon npuumHon passutua LAOACUIT asnsaTca mytaumm B reHe NOTCH3, koTopble npuBoast
K MOSIBMEHWUIO HEYETHOTrO KONMYecTBa OCTaTKOB LMCTEMHA B Mpeenax BHEKNEeTOYHOro JoMeHa pelenTtopa
anuaepmarnbHOro aktopa pocta. OTO MeHSeT CTPYKTYpYy COCYAMCTON CTEHKM C pasBUTUEM XapaKTepHON
aptepuonatun. Ons LUAOACWUI xapakTepHbl MUrpeHO3HO-Nogo6Hble 6onv ¢ aypot U MurpeHu 6es aypbl,
TPaH3UTOPHbIE MLLIEMUYECKMe aTaku NMOAKOPKOBbLIX PErMOHOB FOMOBHOMO MO3ra, KOTHUTUBHbIE HapyLLeHUs,
AeMeHLMs, NakyHapHble ULeMUYecKne MHCYNbThbI, nerikoapeo3 Ha MPT. YacTto pacnonoxeHune cocyamcTbix
o4aroB MOXeT MWMUTMPOBATb XapaKTEpHylo FoKanu3auumio o4varoB Mpu pacCesHHOM CKrepose, 4TO
3HaUNTENbHO YCNOXHAET AnddepeHUmanbHbIi AMarHo3 AaHHbIX NauneHToB.

Tecm 01.02.15.1300 Pa3eepHymasi duacHocmuka MUMOXOHOpUanbHbIX 3aboneeaHuli (MELAS,
MERRF, npozpeccupyrowasi opmanbmomniezus, c-M KepHca-Celipa, Heliponamusi Jlebepa)
KnuHuyeckme nposiBneHust [AaHHblX 3aboneBaHui MOryT CWMbHO BapbupoBaTb W OblTb  O4eHb
HecneunduyHbIMK, a nccnegyemble MyTauun MOryT Bbi3biBaTb CUMNTOMAaTUKY, KOTOpas He BMNUCLIBAETCS B
npvBedeHHble  cuHapombl. Tak MELAS cuHgpom  conpoBoXxgaeTcs  Muonatuen,  WHCymnbTamu,
HapyweHusamu cnyxa, MERRF cuHgpom nposiBnsieTcs anunencuen, mmonaten, gemeHunen, HapyLeHnsaMm
cnyxa u 3peHus, cuHapom KepHca-Celipa- ontanbmonnerven u petuHonaTven, MuonaTuen, SHAOKPUHHBIMA
HapyLueHusMM, a onTudeckas Herponatus Jlebepa KNMUHUYECKU HaNOMUHAET PaccesiHHbIN CKIepoa3.

Tecm 01.02.15.1150 [eHomunupoegaHue npu 6one3Hu Pabpu (2eH GLA)

BonesHb ®abpu npeacraBnseT cobow X-cuenneHHoe 3aboresBaHue, Mpy KOTOPOM MyTauun B reHe GLA
CHWDKaIOT aKTUBHOCTb (hbepmeHTa anbda-ranakro3vaasel A. Knaccuyeckasi hopma pa3BmMBaeTCs y MyX4YuH U
XapakTepusyeTcs akponapacTesuen, aHrMokepatoMamu, BbIPXEHHbIM HapylueHnem paboTbl MNoYek,
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0odpTanbMOoNorMyeckumm, KapamonornyeckMMn 1 HEBPONOMMYECKUMU  HapyLUEHUAMU. Y TeTepo3nroTHbIX
HocuTenen MyTauMiA >XEHCKOro noma Habnwpaetcs nerkas cdopma 6GonesHn Pabpu, nposBnsiolascs
XPOHUYECKON BOMNE3HbI0 NOYEK, NLIEMUYECKUMM HapYLLUEHUSMU FOfIOBHOTO MO3ra, a Takke runeptpoduen
neBoro xenynoyka. PekomeHayeTcs npoBeAeHne nccnefoBaHns Y pOACTBEHHUKOB.

Tecm 01.02.15.870 fQuazHocmuka cuHOpoMa 2unepesis3kocmu

BA3KOCTb KPOBM MOXET NOBLILATLECA NPU YBEMUYEHUN Yncna POPMEHHbBIX 3NEMEHTOB (NonuuuTemMun, wu
nevikemMusix) U yBenMYeHUN BSA3KOCTU Masmbl KPOBM BCNEACTBME YBENMYEHWUs KOHLUEeHTpauun Benka npm
mMvenome n makpornobynuHemun BanbaecTpema. XapakrtepHasi Tpuaga CUHAPOMa MMNepBsi3KOCTU KPOBUW
BKIMIOYAET KPOBOTOYMBOCTb CIMU3UCTbIX, HapyLUEHWe 3peHWs BNMOTb A0 YTpaTbl U HEBPOMOrMYecKyto
CMMNTOMAaTMKy OT rofioBHbIX Gonew fo aTakcuu. Takke 4acTo OTMevaeTcsl cepAeyHasi HeJOCTaTOYHOCTb,
OTABILLKA, aHopeKcus. BbisBneHne cuHApoOma rmnepBA3KOCTU HeobGXoAMMO BKMOYaTb B obcrnefosaHve
NaLMeHTOB NOXWNOro Bo3pacTa C rofloBHbIMM 6onsMu, cnenoTow 1 peunamsupyowmmmn TUA.

Tecm 01.02.05.270 eHoQuazHocmuka mpombodhusiuli_c_pa3eepHymol uHmepnpemauyuel (2eHbl
nnasMeHHo20 2emocmasa: ¢pubpuHozeH, ghakmop V (Leiden), npompom6uH (dhakmop Il), ghakmop
Vil, cakmop Xlll; 2eHbl cocyducmo-mpombouumapHo2o 2emocmasa: ITGA2, ITGB3, PAI).
KoMnnekcHbIi TecT BbISIBNEHUSI HacneACTBEHHOW MpeapacnonoXeHHOCTM K Tpomb6o3y. BeposiTHocTb
TPOMOO30B 3HAYUTENbHO MOBbLILLIEHA MNPU FOMO3UFOTHOM W TETEPO3UrOTHOM HOCUTENbCTBE ansesibHbIX
dopm reHoB daktopa V (Leiden) n nporpombuHa (G20210A), HeCKOMNbKO BbilLe Npy Hanuuun AByx 1 Gonee
OPYIMX MUHOPHBIX MyTauui B reTepo3VroTHOM WM TFOMO3UIOTHOM COCTOsiHMM. Pesynbtat Tecta
NpefocTaBnsAeTCA C pa3BepHYTOW UHTeprnpeTauvel Ana aHanusa pyucka TpomMb0o30B.

Tecm 01.02.15.1190 'eHoQuacHocmuka HapyweHul ¢honnamHo20 yukna (ceHbl MTHFR,MTR u MTRR)
BpoxaeHHble  0COBEHHOCTM reHoB  (ponaTHOrO  LUMKNa  MPUBOASAT K FMNEProMoLuCcTEMHEMUN,
NaToNorMyeckoMy COCTOSHWIO C  MOBbLILEHHbIM COAEpPXXaHWeM T[OMOLUMCTEMHA B KPOBW, PaHHUM
aTepocKepo3oM, NpeapacrnosnioXeHHOCTbIO K TPOMB03aM, PUCKOM PakoB (aAeHOKapLMHOMBI KULLKK U paka
MOIOYHON Xernesbl), naTtonornm 6epemMeHHOCTY (He3apalleHUo HEPBHOWM TPyOku nnopaa), BbICOKOMY PUCKY
noGo4yHbIX 3pheKToB MeTOTpekcaTa, kak npenapaTta BnustoLlero Ha metabonuam ¢onueBon KUCMOThbI.
MockonbKy pacnpocTpaHeHHOCTb rMNeproMoLmMcTenHemMmmn B nonynaummn coctasnset 5%, a cpean 60nbHbIX
C CMMMTOMaMW aTepocKnepoTUYeckoro nopaxenus cocynoB 13-47%, reHetndeckoe obcnefoBaHve uveet
6onbluoe 3HaYeHVe ANS BbIABMEHNS NUL, C BbICOKUM PUCKOM Pa3BUTUSI UHCYNbTOB U UH(DAPKTOB.

Tect 01.02.05.720 TeHOTMNUPOBaHME HEAOCTAaTOYHOCTM CUCTEMbl _aHTUKOArymnsiHToB Mpwu
TpoM6odunusax (4acTble MyTaLumn reHoB npoteunHa C, nporenHa S, aHTutpom6GuHa lll)

AHTUTPOMOMH |, npoteuH C UM npoTeMH S SBNSKOTCH €CTECTBEHHbIMW  aHTUKOArynsHTamu,
npegoTBpallalwMmM  n3bbIToYHOe TpoMboobpa3oBaHue. HacneacTBeHHbI geduunt 3Tux  ¢akTopoB
MOXET MpUBOAUTbL K pasBUTUMIO Tpombodunuu (CKMOHHOCTU Kk TpombBoobpasoBaHu) U TpombBosam.
MonynsiuMOHHas YacToTa NaToreHHbIX BapuvaHTOB reHoB gocturaet 2-4%, u MoxeT obbscHATb Ao 15%
CryyYaeB CMOHTaHHbIX U PELMAVBUPYOLLMX TPOMBO30B rnyboKVX BEH Y NL, MONOAOrO U CPeAHero Bo3pacTa.
Tect 01.02.05.725 FeHOTMNMpPOBaHWE NMaHeNnu reHoB KMNOHaNbHOro reMono3’sa npu TpomGodunuax
(4actble myTauuu reHoB JAK-2. CALR, MPL)

MyTaummn CTBOMOBLIX KMETOK rematonoasa NpuBOAAT K (DOPMUPOBaHWIO 3CCEHLMAanbHOr0 3pUTPOLMTO3a
(JAK-2) n tpomboumtosa (MPL/CALR), 4To npvBOAUT K MOBLILIEHHOMY PWUCKY psia reMaTorlormyeckux
Heonnasm, Mmenodunbposa, a TaKke 3HauUTENbHO MOBbILLAET PUCK apTepuanbHbIX Y BEHO3HbIX TPOMGO30B.
Anuaemmnyeckne aHHble yKkasblBaloT Ha CPaBHUTENbHO BbICOKYHO MOMYIALIMOHHYIO YacTOTy NaTonormu.
Tecm 01.02.15.225 AHmumena k 6ema-2 2/1uKonpomeuHy

Mpu aHTudochonunuaHom cuHgpome (APC) Hamboree 4YacTo BbISBNAOTCA aHTUTENna k 6Geta-2
TMUKONPOTENHY, KOTOPble MOMYT MCMOMb30BaTbCA AN AWArHOCTUKW MEPBUYHOrO aHTUdochonmMnmMaHoro
cuHapoma. Mpu CKPUHWHIE NpUMEHEHWe 3TOro TecTa NpeacTaBnsieT Hanbonee BLICTPLIN 1 YAOGHLIN MeToz
BbisiBNeHUs1 GomnbHbix ¢ A®C. BTOT TecT peKoMEHOYEeTCsl MCMoNb3oBaTb COBMECTHO C Mecmom
01.02.15.145 [Ons  NOCTaAHOBKM  KpuTepuanbHoro auarHo3a A®PC. MoxeT  mcnonb3oBaTbCcs
KOMOVHMPOBAaHHbINA TECT, KOTOPLIN BbISIBISIET BCE ceporiornyeckue mapkepbl — mecm 01.02.15.240

Tecm 01.02.15.145 Aumumena k kapduosnunuHy knaccoe IgG u IgM (AKJTA)

YBenuyeHne cogepxaHusa noboro us knaccos nMmMyHornobynuHos AKJTA cBuaeTenbCTByeT O puUCKe vnn
Hanuunm APC. Puck TpoMG03a NOBLILLAETCS C YBENUYEHUEM COAEPXKaHUSI aHTUTEN (BbICOKME TUTpbI). Ons
noaTBepxaeHus anardHoza A®C HeobXoaMMO MokasaTb MEePCUCTEHLMIO aHTUTEN B TeYeHUU 3-X MecsILEB.
AHTUKapPAMONUNMHOBLIE aHTUTENa NEepPeKpecTHO pearupyloT ¢ MembpaHamu TPOMBOLMTOB M OTMEeYalTCs
npu TpombouuToneHun (mecm 01.02.15.487). Tak kak AKJA BoisiBnsitotcs y 20-30% naumeHTtoB ¢ CKB,
obHapyxeHue AKITA MoXeT Mcnonb3oBaTbCs B AUArHOCTMKE 3TOro 3aboneBaHusi. Y MHOMMX GOrnbHbIX CO
«BTOpUYHbIM APC» Ha doHe AKITA oTmevaetca AH®, noatomy pekomeHOyeTcs codeTaTb onpeaeneHve
AKJTA 1 AH® (mecm 01.02.15.235) wnu AKIA, aHTn-6eta2 n AH® (mecm 01.02.15.240).
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Tecm 01.02.15.875 UmmyHo610m aHmudghocghonunudHbix anmumen knaccoe IgG u IgM

MmmyHo6noT BeisiBnseT 10 pasHoBugHocTew aHTudocdonunmuaHbix aHTuTen knaccos IgG u IgM, Bkntoyas
aHTUTENna K KapgouvonwunuHy, aHTWTena K aHHEeKCMHY W npoTpoMOMHY, a Takke oTpuuaTtenbHbIM
docdonunmagam (dpocpaTnamnosomn Kucnore, docchaTnaunrnmuepony, dochaTmanncepuHy,
docdhaTngunxonuHy, dochaTugunuHosnTony u docdatugnnataHonamuHy). Takum obpasom, C NOMOLLbO
MMMYHHOGOTa MOXHO uccneposatb 20 oTAenbHbIX BUAOB aHTUdoconMnuaHbix aHTuTen. Pruck pa3sutus
Tpomb0o3a HapacTaeT C YBENMYEHWEM YUCra MONOXMTENbHBLIX peakuui. BbisiBneHve Tpex u Gonee
ayToaHTUTEN C NOMOLLbI0 MMMYHOOOTa NO3BONSAET rOBOPUTL O BbICOKOM prcke Tpombo3a.

Tecm 01.02.15.1165 Snekmpoghope3s sunudoe ¢ KOMMIEKCHbLIM munuposaHue ducaunudemuli
JlunonpotenHbl (JIM) — 310 MakpomoneKkynsipHble KOMMIEKChbl, KOTOpble NEPEHOCHT MM0X0 pacTBOpUMbIE
nunuapl (TpUrnuuepuabl, XonecTeprH U XNpopacTBOpUMbIE BUTaMUHbI). BblaensioT cneaytouime 0CHOBHblE
dpakuum NM: NABM, JMNOHM, JMNHM, Lp(a) u xunomukpoHbl. HapyweHue obwero cogepxaHus
TPUIMULEPUIOB M XONECTEPUHA, a Takke HapyLleHue ux pacnpeneneHusi B coctase JIM nexuT B ocHoBe
NepBUYHBIX U BTOPUYHBIX rMnepnunuaemuin. MeTton anektpodope3a OCHOBaH Ha MPSMOM MCCIeA0BaHUM
BCEX OCHOBHbIX (pakuuMi NUNUaoB MyTeM OMOXMMWYECKOW OKpacKu TPUIMULEPVAOB U XOnecTepuHa
nunuaHbix  cpakumii. OH  NO3BONSIET MNPOBOAMTL OMpedeneHWe Tuna runepnunugeMum no
®pepepukcoHy/BO3, B TO BpeMsa Kak MonynspHble OuMoXvMuYeckue MeToabl (T.H. nuvnugorpamma)
NPeACTaBnsioT NUWb PacyeTHbIe 3HAYeHWsl, Npu 3TOM obrajatolime 3HaYUTENBHOWM MOrpeLlHocTb. B
COOTBETCTBUM C KIMHUYECKUMWN pekoMeHdauusamm MuHsgpasa PO 2023 roga no gnarHOCTUKE U BeOEHUI0
rmnepnMnuaeMuin Ans reHogMarHOCTUKM Hambornee 4acTo CEeMENHOW TMnepxornecTtepuHeMun crnegyet
npoBoaAMTb nonHoreHHbIn NGS-aHanu3 reHoB LDLR, APOB, PSCK, LDLRAP1 (mecm 01.02.05.710).
Ons MoHUTOpUHra adeKTMBHOCTY TMNONMNMAEMUYECKON Tepanum pekoMeHayeTcs UCMonb3oBaTb mecm
01.02.15.700 koTOpbIli MO3BONSAET BbISBUTb HENepeHOCUMOocCTb HrMbruTopoB HGM-CoAR (cTatuHoB).

[AvarHocTvka oTcTaBaHUsA B pasBUTMM AeTel U NOAPOCTKOB: CUHOPOMANIbHOE U HEeCUHOPOMaribHOe
omcmaeaHue pasgumusi, HeoHamarnbHasi namorsnoeusi, cuHOpom MapmuHa-benna, cuHOpom Pemma
anunencuu 0emcKo20 8o3pacma, uesauakusl.

PacnpoctpaHeHHoOCTb 3afepxku obuiero passutusi (30P) u oTcTaBaHus yMCTBEHHOro passutus (OYP) y
AeTel coctaBnsaeT okono 1-2% B nonynsumm, Y4To AenaeT UX 3Ha4YnMMow coumanbHon npobnemoii. B 40-60%
cnyqyaee 30P n OYP saBnsAloTCS CUMNTOMaMM LUMPOKOrO CMeKTpa reHeTuyeckux 3abonesanun. B
3aBMCMMOCTM OT Hanuuus conyTcTeyowmnx nposisneHun 30P 1 YOP gensT Ha HecuHapomanbHyto dopmy
3aflepXKKM pa3Butua (Hanudve Tombko cumntomatukn 30P u YOP) u cuHppomanbHyk copmy
3alepKKN pa3BuTUA (Hanuyve ANCMOPMK3MOB, NMOPOKOB Pa3BUTKSA, HapYLUEHWA (YHKUMW pPasnmnYHbIX
opraHoB u cucteMm, pap.). Havbonee uvacTblMu reHeTuyeckumn abeppaumsiMin, XxapakTepHbIMK ANs
CYHAPOMarnbHbIX POPM SIBMSOTCS XPOMOCOMHble aHomanuu (Tpucomms no 21, 18, 13 xpomocome u
M3MEHeHMe Yumcra Konmin X XpOMOCOM), a TaKkke MUKPOAENEeLMNOHHbIE Y MUKPOAYMINKALMOHHbLIE CUHAPOMbI.
Takum obpas3om, npu cUHApPOManbHOW 3afepXKke pas3BUTUA MepBbiM 3TanoM nabopaTopHOro CKPUHWHra
nauMeHTOB pekoMeHOyeTCs NPOBOAUTL KOMMIIEKCHOE reHeTuveckoe obcrnefoBaHne Ha OCHOBHbIE DOPMbI
aHeynnongui (mecm 01.02.05.330) v Mmykpoaeneumn/Mmnkpogynnukaumm xpomocom (mecm 01.02.05.300).
Mpu oTpuuaTenbHOM pesynbTaTe Ha NEPBUYHBIA FEHETUYECKWN CKPUHWHI pPEKOMEHAYyeTCs npoBefeHue
ncecnefoBaHNsa Ha pPacrnpoCcTpaHeHHblE MOHOTEHHbIe MPUYMHBLI CUHAPOMAanbHbIX hOpM. [N nnL, MY>XCKOro
nora Hambonee 4acTon MOHOreHHOW MPUYMHOW 3adepXKu pa3BuTUsS sBrseTcs cuHapoMm MapTtuHa-benna
(mecm 01.02.15.880). Y neBovek Hanbonee 4acTo MOHOrEHHON NPUYUHOW 3a0EePXKKU Pa3BUTUS SIBMNSIETCS
cvHapom PeTTa, accoummpoBaHHbI ¢ MyTauusamu B reHe MECP2 (mecm 01.02.05.290).

CuHOPOMbI, accoLMMpOBaHHbIE C M3MEHEHVWEM 4YMcna X-XpOMOCOM, Takke SABMATCA YacTOW MNPUYUHON
HapyLlweHusi pa3sutus (mecm 01.02.05.295). Llenunakuio oTHOCAT K Haubornee 4acTblM ayTOUMMMYHHbIM
NpUYMHAM HU3KOrO pocTa W 3afdepXkn (U3NYEeCcKoro passuTus. ITO ayTOMMMyHHOe 3aboneBaHue
COMpOBOXAAeTCA ayToaHTUTenamuM K TKaHeBOW TpaHcrnytamvHale IgA (mecm 01.02.15.221) wn
pa3BuBaeTCs Y NnL, C NPeapacmnonoXeHHoCcTbIo, obycnosneHHo HLA DQ2/DQ8 (mecm 01.02.15.431).
Tecm 01.02.05.330 MoneKynsapHbIU CKPUHUH2 XPOMOCOMHbIX aHoManuu

CTpYyKTypHbIE 1 KONMMYECTBEHHbIE aHOManuyM XpomMocoM (cybTenomepHble Aeneumn, Tpucomus 21, 18, 13
XPOMOCOMbI) NPeACTaBnsAoT coboi OfHY M3 rMaBHbIX MPUYNH OTCTaBaHus B pa3Butumn. K cybTenomepHbim
abeppaunsM OTHOCAT MUKpOAYNUKaumMn (yBenuyeHue yucrna cybTenoMepHOro pervoHa), Mukpogeneumm
(ymeHblUeHVe yucna cybTenoMepHOro permoHa) u HecbanaHCMpOBaHHblE TPaHCMOKaLMU Mexay ABYMS
XpoMmocomamu. Takke TecT BbisiBNsieT cuHapom [ayHa (Tpucommsi 21 XpOMOCOMbI), CUHAPOM 3aBapaca
(Tpucommsa 18 xpomocomsbl) U cuHgpom lMatay (Tpucommsa 13 xpomocombl). ViccnegoBaHne CTPYKTYPHbIX U
KONMYECTBEHHbIE aHOManuin XxpOMOCOM SBMSETCA OAHWM M3 3TanoB ANarHOCTVKM OTCTaBaHWS B PasBUTUM.
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Tecm 01.02.05.300 MoneKynspHbIlU CKpUHUH2 Ha MUKpodesieyuu/MUKkpolyniukayuu XpomMocom
MwkpoaynnvkaumoHHble/MyKpoaeneLnoHHble cuHgpombl (MMC) - npeactaBnsioT coboli reTeporeHHyto
rpynny reHetuyecknx Hosonorui (30 dbopm), xapaKTepmusyroLMUXCs USMEHEHNEM KONMMYECTBA KOMUI yyacTka
XpomocoM. CMHOPOMbI AaHHOW rpynMbl Yalle BCero XxapakTepuayoTcs HapyLleHMEM KOTHUTUBHBIX OyHKUMA,
3a[1epXKKON peyeBOro pasBUTMS U 3a[4epPXKOW pocTa, pasfnUMYHOro poga CTurmamu, gucmopdusmamu u
ManbopMaumamm, 3aTparmBaroLMMN LUMPOKUIA CMEKTP cucteM M opraHoB. CuHgpombl MMC saensitoTcs
rmaBHOW NPUYNHON CUHOPOMANBHOIO U HECUHAPOMANbHOIO OTCTaBaHUsi MPY HOPMarnbHOM KapuoTune.
Tecm 01.02.15.880 reHoduazHocmuka cuHdpoma MapmuHa-benna (nomkas X-xpomocoma)

CrHOpPOM NOMKOW X-XpoMOCOMbI unu cuHapoMm MaptuHa-benna (CMB) — HacneactBeHHoe 3aboneBaHue,
siBMsiolleecsi Havbornee 4acToW NPUYMHOW HapYLUEHWUS! WHTENNEKTyanbHOro pasBUTUS Yy MarlbuYuMKOB.
[aHHoe 3aboneBaHVWe xapakTepusyeTcsi 3KcnaHcuewn TpuHykneotugHblx CGG-noBTopoB B 5-
HeTpaHcnupyemoMm yyactke FMR1 reHa. YBenuyeHHOe KONMMYeCTBO MOBTOPOB MPUBOAMT K abeppaHTHOMY
naTTepHy METUNMPOBaHWS NpomoyTepHol 30HbI FMR1 reHa, 4to npuBoaMT K GrOKMpPOBaHUKO CUHTE3a
MPHK 6enka FMRP. 3aboneBaHne xapakTepu3yeTcs YMCTBEHHOW OTCTanocCTbio, 3aAePXKKOW PrU3N4EeCKOro
pa3BuTMA M psgoM comaTtudeckux natonormid. CMB — ato X-cuennmeHHoe 3aboneBaHue, KoTopoe
HacnegyeTcsi M0 ayTOCOMHO-OOMUHAHTHOMY Tuny, To ecTb umeetcs 50% pucka HacnefoBaHUsi AaHHOMO
3aboneBaHns ot GonbHoW maTtepu. OnpefeneHne 3KCMaHCMU U U3MEHEHHOrO MaTTepHa MeTUNUMPOBaHUS
npomoyTepa reHa FMR1 nogreepxxaaet anarHos CMbB. ViccnegoBaHve pekomeHOyeTcs BCEM MauueHTam
MY>KCKOrO Mofia ¢ CUHAPOMarbHON U HECMHAPOMarbHOW hOPMOI OTCTaBaHUS Pa3BUTUS.

Tecm 01.02.05.290 "'eHoduazHocmuka cuHdpoma Pemma (2eH MECP2)

Knaccuueckas popma cuHgpoma PetTa npeactaensieT cobon reHetndeckoe X-cuenneHHoe 3aboneBaHvie
NMCUXOMOTOPHOIO Pas3BUTUS, U CYATAETCsl PacrnpOCTPAaHEHHOW MOHOFEHHOW TMPUYMHON OTCTaBaHuUs B
pa3BuTMM y AeBoyek. 3aboneBaHWe accoUMMpOBaHO C pas3nuyHbIMM Buaamu mytaumin B reHe MECP2.
CuHgpoma PeTTa 3agepkkon B pasBuMTMM Ha 18-0M Mecsiue XU3HW, 3a KOTOPbIM criegyeT peskoe
YXYALIEHVe MOTOPHbIX M A3bIKOBBIX PyHKUMIA pebeHka, a Takke CyaopoxHble npunagkv. MpumepHo 99,5%
myTaumi B reHe MECP2 BosHukaioT de novo. Pegko maTonmormyeckas myTauus MOXeT nepegatbCcs OT
HocuTens-maTepw, y KOTOpPO CUMMNTOMbI 3aborneBaHnst NMbo OTCyTCTBYHOT, MO0 criaxeHsl. Viccnegosanne
pekoMeHAyeTCs BCEM NaLMEHTaM XEHCKOro Nora ¢ OTCTaBaHWEM Pa3BUTUS U CYOPOXKHLIM CUHAPOMOM.
Tecm 01.02.05.705 'eHoduazHocmuka ¢heHunkemoHypuu (2eH PAH)

MccnenoBaHue no3BonsieT BbISBASATL Havboree pacnpocTpaHeHHble NaToreHHble BapuaHTtbl p.Arg408Trp
n p.Arg261Gin B reHe PAH, accouunpoBaHHble ¢ heHUnKkeToHypuen. aHHbln TeCT NO3BONSAET He TOMNbKO
noaTBeEpPXKA4aTb OMarHo3, HO W BbISIBNSTL CllyvyauM HOCUTENbCTBA NATOrE€HHbIX BapuaHTOB Ans Lenen
NPEKOHLENTMBHOTIO (MperpaBuaapHOro) CKPUHUHTA.

Tecm 01.02.05.295 MonekynsipHoe uccnedogaHue Yucsa X-XxpoMocom

M3meHeHust konnyecTBa XpoOMOCOM MNpPeACTaBnsiloT COOON YacTble XPOMOCOMHbIE aHOManuu, K KOTOpbIM
OTHOCATCA Takue 3aboneBaHusi, kak cuHapom KnavHdenbtepa, cuHapom LlepelieBckoro-TepHepa u
CUHOPOM TPOMHOM X-XPOMOCOMbI. ViccnegoBaHne pekomeHAyeTCcsl MPoBOAUTb MYXYMHAM U XKEHLUMHaM C
noao3peHNeM Ha oTcTaBaHue pa3BuTus u bGecnnoaue.

Tecm 01.02.15.1470 'eHoQuazHocmuka HacsiedcmeeHHOU HelipOCEHCOPHOU my20yxocmu (2eHbl
GJB2, GJB3, GJB6, POU3F4, WFS1)

Haunbonee yacTol dopmort X-CLenneHHon HepoceHCOpHON Tyroyxoctu ssnsieTca Tiun DFNX2 (50% Bcex
crny4yaeB), acCoUMMPOBaHHbIN ¢ MyTaumsimm B reHe POU3F4. Cumntombl DFNX2 nposBnaTbcs He TOMbKo Y
MY>XYMH, HO W Yy >KEHWMWH, HOo B 6Oonee nerko d¢opme. [laToreHHble BapuaHTbl B reHax
GJB2 (DFNB1), GJB3, GJB6 cBsidaHbl C ayTOCOMHO-PELIECCMBHOM  (POpPMOW  HacreaCcTBEHHOW
HEMpPOCEHCOPHON Tyroyxoctu. Pegko MyTtaumm B reHe GJB2 MoryT Bbi3biBaTb ayTOCOMHO-AOMWHAHTHYIO
dopMy HecuHapomanbHow Tyroyxoctn (DFNA3). eTepo3uroTHble natoreHHble BapuaHTbl B reHe WFS1
accouumpoBaHbl  @yTOCOMHO-AOMUHAHTHbIMW - hOpMaMn  HEMPOCEHCOPHOW TYroyXOCTW C  XapaKTepHoW
HM3Ko4yacToTHOM chopmort Tyroyxoctn (DFNA6/14/38). TOMO3UroTHble naToreHHble BapuaHTbl B AaHHOM
reHe BbI3blBalOT peakoe COCTosiHMe cuHapoM Bonbdpama 1 Tvna.

Tecm 01.02.15.1635 ®apmakozeHemuka Memabosiusma uH2ubumopoe obpamHoz20 3axeama
cepomoHuHa U _HopadpeHanuHa; 01.02.15.1630 ®apmakozeHemuka ckopocmu memabonusma
mpuyuknuyeckux aHmudenpeccaHmoe (2eHbl CYP2D6, CYP2C19) c pazgepHymbIM 3ak/iloHeHuUem
[MeueHoyHasi cucTema 3HOOreHHOW [JeTokcukaumu uuToxpoma pp450 yyactByeT B MeTabonusme
OOMbLUIMHCTBA  3K3OTEHHbIX  XMMWYECKMX CyOCTaHuMn  (S00B, MPOMbILIEHHbIE — 3arps3HuTenn 1
dhapmakonornyeckue npenapatbl), KOTOpbIE NoNagatoT B Haw opraHnam. OHu koaupytotea reHammn CYP2D6
n CYP2C19, KoTopble MMEIOT BbIpaXXeHHbIN NONMMOPdU3M, NO3BONSIOLLMIA ONPeaennuTb NnL, C HOPMaribHOW,
CHWXEHHOW, HU3KOW M ynbTpaBbICOKOW CKOpPOCTbio MeTabonuama. PapmakoreHeTMyeckoe uccriefoBaHue
NPOBOAMTCHA NO peKoMeHdauusM MexayHapogHon naHenu akcneptoB CPIC 2015, koTopasi onpegenstor
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nepeHoCMMOCTb M peKkoMeHayemble [03upoBku aHTugenpeccaHtoB (CUO3C wn TUA). TectuposaHue
peKkoMeHayeTCcs MPOBOAUTL Nepes NnaHupoBaHne dapMakoTepanuu Aenpeccum.

NabopaTopHasA AuarHocTMka o TanNbMONIOrMYeckUx 3aboneBaHUW: aymoOUMMYHHbIE — y8eumbl,
HapyweHue 2eMo0uHaMukKu cocydoe cemyamku U Koazynormamuu, pempobynbbapHbil Hespum,
aHOomenuarnbHas ducmpocgpusi Pykca.

B ocHoBe natoreHe3a odpTanbmonorsdeckux 3aboneBaHuii MOryT nexaTb pasnuyHble reHeTudeckue
HapyLleHUs, ayTOMMMYHHbIe MPOLeCChl, WHMEKUMOHHbIE areHTbl, HapyLUEeHUs CBEepTbiBAHUS KPOBU W
rnepkoarynsumsi, OHKOMNOrM4eckne CcocTosiHus. MccnepoBaHne nabopaTopHbIX MapkepoB SBMSETCH
BaXHbIM KOMMOHEHTOM o6cnefoBaHns 60MbHbIX C pas3nuyHbIMK 0hTanbMONOrMiyeckmMmn CUHAPOMaMM.

AYyTOMMMYHHbIN YBEUT UMK CUHOPOM «KPaCcHO20 2/1a3a» XapaKTepuayeTcs BOCManuTenbHbIM NpoLEeccoM
cocyaucTori 06onoYku rmasa. B 3aBUCMMOCTM OT NOpaxXeHns CTPYKTYp COCyaAMCToN 0BOMNoYKM ero AensT Ha
nepeaHunin, MPOMEXYTOYHbIN, 3adHWA U naHyBewT. Haubonee 4YacTbiMM MpUYMHaAMU PasBUTMS yBeuTa
SIBMSIOTCSI CUCTEMHbIE ayTOMMMYHHbIE 3aboneBaHusi. CUCTEeMHast kpacHas BonyaHka (mecm 01.02.15.230)
n cuHgpom LerpeHa (mecmbi 01.02.15.015 u 01.02.15.165), nomumo KcepodTanbmMuu, YacTto
XapaKTepu3ylTcsi «CUMHOPOMOM KpacHoro rnasa». Wccneposanve AH® n ENA nossonset uvckmnouutb
BONbLIMHCTBO CUCTEMHbBIX ayTOMMMYHHbIX 3aborneBaHuii (mecm 01.02.15.245). YBeut sBNSIeTCA OAHUM
BaXHbIX cumnTtomoB HLA-B27-accoummpoBaHHbix U HLA-B51--accoummpoBaHHbix 3aboneBaHuin (mecm
01.02.15.1335). ina 6one3nuu bexyeta, accounmpoBaHHol ¢ HLAB51 reHotunom (mecm 01.02.15.1185),
6bonee xapakTepHO TshKeroe nopaxeHue cocyamucTor obornouku rmas. MpoMexyTOYHbIN U 3aOHWIA YBEUT
XapaKkTepeH A5l HEKOTOpPbIX rpaHyremMaTo3HbIX 3aboneBaHui, Takux kak capkonaos (mecm 01.02.15.370) n
XpOHU4eckuin 6oppennos (mecm 01.02.15.1035).

HapyweHue remoguHamukum cocyAoB CeT4aTKM SIBMSIETCS OOHOW W3 FMaBHbIX NPUYUH MOTEPU 3PEHUS.
MpyymHOM cocyancTbix TpoMbo30B ceTyaTkm siBnsetcd APC (mecmbi 01.02.15.670 u 01.02.15.225 u
01.02.15.145), cuctemble A3 (mecmebi 01.02.15.245 u 01.02.15.165), a Tarke AHLA-accounmpoBaHHble
rpaHynemarto3Hble BackynuTbl (mecm 01.02.15.680). YBenuyeHue BSA3KOCTU KpPOBM Ha oHe
napanpoTtenHemMuin unu nonvuutemmn (mecm 01.02.15.870) MOXeT Bbi3biBaTb TPOMOO3 COCYAOB CETYaTKN
1 MPWBOAMT K CrienoTe, HEBPOJIOTMYECKON CUMMTOMAaTVKE U MHCynbTaM. Takke, HacrneacTBeHHble opMbl
TpoMbGounuii (mecmsi 01.02.05.270 u 01.02.15.1190) moryT GbiTb NPUYMHON OKKITO3UM COCYZI0B CETYATKM
B paHHeM Bo3pacTe. ['MnepxonecTtepuHeMust U HacneacTBeHHble gucnunuaemmn (mecmsei 01.02.05.710 u
01.02.15.1165) Takke ABNSIOTCA YaCTON NPUYMHON HapYLLUEHUS FeMOAMHaMUKN COCY0B CeTHYaTKu.

PeTpoOynb6apHbIi HEBPUT XapakTepusyeTcsl ayTOMMMYHHbIM BOCMareHWeM C AeMUenuHU3aumen
HEpBHbIX BOJIOKOH rnasa. [JaHHoe COCTOsiHME 4allle BCEro acCoLMUPOBAHO C pacCesiHHbIM CKIePO30OM U
GonesHsiMM cnekTpa onTukoHeBpomuenuta (bonesHb [eBuka W psigom  Apyrux).  JlabopatopHas
AuarHoctuka ontukomuenuta (6onesHn [leBuka) OCHOBaHa Ha BbISIBIIEHWM ayTOaHTUTEN K aKBanopuHy-4
(mecm 01.02.15.576). K nabopaTtopHbiM Mapkepam pacCesiHHOrO CKrepo3a OTHOCATCSA OJIUIOKMOHanbHble
MMMYHOrnobyrnuHbl U cBoboaHbIE Nerkue uenu B nuksope (mecm 01.02.15.346).

HacnepctBeHHas 3HpoTenuanbHasa puctpodma poroBuubl  ®Dykca npeActaBnsgetr  cobon
HacneacTBEHHOE odbTanbMornorMyeckoe 3aboneBaHue, XapakTepuayoLeecs HapyLleHnem
YHKUMOHANbHOW aKTUBHOCTU 3HAOTENMarnbHbIX KMNEeTOK POroBvUbl W MNaTOMOrMYECKUM WU3MEHEHMEM
AecuemeToBon MembpaHbl. 3aboneBaHve BcTpeyaeTcs B cpegHeM y 1-4% niogert B nonynsumm ctaplue 50-
™ net. o 70% cny4yaeB aHAoTenuanbHOW AUCTpodun porosuubl Pykca cBA3aHbI C NaTOrEeHHOW
aKcnaHcuewn (T.e. yBenuyeHvem konuvectBa) CTG TpYHYKNEOTUAHBLIX NMOBTOPOB B TPETHEM MHTPOHE reHa
TCF-4 (mecm 01.02.15.1200). YBenndeHne konudectsa CTG-noBTopoB Gonee 50 npuBogut K notepe
PYHKUMOHANbLHOCTM 3HAOTENMANbHbIX KNETOK POroBuUbl. Hannume skcnaHcum yBenuyMBaeT pUck passutust
aHAoTenuanbHon guctpodumn porosuubl Pykca Gonee yem B 70 pas.

HacnepctBeHHas onTu4yeckas HerponaTtus Jlebepa xapakrepuayeTcsi bunatepanbHon notepen 3peHust
n3-3a atpocumn 3putenbHoro Hepsa (mecm 01.02.15.1300).. Yacto Ha MPT oTmevaeTcss KapTuHa,
conocTtaBumasi ¢ PC. Pa3spabatbiBaeTca reHHas Tepanus AaHHOro 3aboneBaHusi, YTO CTaBUT BOMPOC O
6onee LUMPOKOM CKPUHUHIE MaLMEHTOB C 3TOW NaTonoruen.
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MpeacraBnssiem na6bopaTopuido AUMArHOCTUKM ayTOMMMYHHbIX 3a6oneBaHun HayuHo-
MeToAMYeCcKOro LieHTpa no MmonekynsapHon MmeguuuHe NMCMN6IrMY um.akaa.U.MN.MNaBsnoBa
HasHauyeHue obcnegoBaHus: KoHcynbTaumm no o6beMy o6crnefoBaHUst U AUArHOCTUYECKOMY 3HAUYEHMI0
TECTOB MOXHO Mony4uTb no TenedoHy (812)-994-53-24, 338-71-94 nnbo no e-mail: autoimmun@mail.ru.
[ns HasHayeHUst afekBaTHOro 06cnenoBaHUsi pekoMeHayeTcst chopMynUpPoBaTh KPaTKUN KIMHUYECKUI
3NUKPU3 Ans AexXypHoro Bpayva nabopaTtopum.

NpaBuna HanpaBneHusa maTepuana (peKoOMeHAyeM YTOYHUTbL Ha canTe nabopaTopumn):

Ha npobupke unun koHTenHepe aomkHa ObITb pa3bopuneo ykaszaHa amunusa N.0. obecnegyemoro!

Koabl 01.02.05.XXX ¢ nocnegHumu umdpamm (250;270;275;290;295;300;305;310;320;330;335;700;
705;710;720;725), a Takke koAbl 01.02.15.XXX c nocneaHumu uudcdbpamm (307;431;740;745;750;755;
765;770;780;790;795;800;805;810;815;820;825;830;835; 855;860;880;1010;1015;1020;1145;1150;1185;1190;
1195;1200;1225;1235;1300;1470;1525;1530;1605;1630;1635) — MonekynsipHo-reHeTu4eckne TecTbl - 2-5 Mn
BEHO3HOW KpoBu B npobupke ¢ O TA (droneToBas KpblLLKa);

Kogbl 01.02.15.XXX ¢ nocnegHumu umndpamm (155;346;580;955;960;965;970;975;980;985;990;995;
1000;1005;1545;1550) - ona npoBedeHWs wuccrnegoBaHUA HeEOOXOAMMO HanmpaBnsTb NapHble Mpobbl
CMMHHOMO3IOBOW XNAKOCTU U CbIBOPOTKM KpoBU (6/x Npobupka ¢ KpacHoW KpbiLlKon 5-10 mn).

Koabi 01.02.15.292, 01.02.15.456, 01.02.15.485, 01.02.15.920, 01.02.15.1080 - CnuMHHOMO3roBYyH
XKMOKOCTb Ha 3TW TECTbl, @ TaKkkKe TeCTbl HanNpaBnATb B NIacTUKOBOW (TUna anneHgopd) nnm YucTom cyxom
CTeknsaHHoW npobupke. He ncnonb3oBate B/X BakyyMHble NpoOUpKY C aKTMBAaTOPOM CBEPTbIBaHUS!

Koa 01.02.15.150 CKpUHUWHI KprornobynuMHOB C aKTUBHOCTbIO pPEBMATOMAHOrO dhakTopa — B3siTUE KPOBU
OCYLLECTBNSETCA B npeaBapuTenbHO HarpeTyto Ao 37°C cyxylo BaKyyMHylo npobupky, koTopas cpasy
nocrne B3ATWS KPOBU AOIMKHa ObITb NOrpykeHa B TEPMOC, 3anornHeHHbIV Tennon Bogon 40-42°C. Tepmoc ¢
mMaTtepuanom Heobxoaumo JocTaBuTb B nabopaToputo B TedeHue 1-2 yacoB. MaTepuan, OCTaBMEHHbIV B
nabopatoputo Npu Temnepartype Hwke 35°C, Ana uccnefoBaHus He NMPYHUMaeTCS.

Kopn 01.02.15.360 [uarHocTvka amunonpo3a B Maske MOOKOXHOIO Xupa — ANS nonyyeHns buomarepuana
HeobxoaMMo NpoBeAeHNe ManoVHBa3UBHOW MYHKLUMOHHOW Guoncum xupa. [ns yTodHeHus meTofa 3abopa
W YCMOBUWI [OCTaBKW 3BOHUTL B nabopartopuio: 994-53-24.

Koa 01.02.15.651 CKpuHUHI napanpoOTEUMHOB B CbIBOPOTKE M Mo4e - Ans obcriegoBaHus Heobxoanmo
[OCTaBNsATb NapHyto Npoby BeHO3HOM kpoBM (B 6/x Npobupke ¢ kpacHow Kpbiwkon 5-10 mn) n 10 mn Moun B
MOYEBOM KOHTENHEpPE (NepBas YTPEHHSS NOPLMS UMK anukBoTa 24 4acoBOn MoYM).

Koabl 01.02.15.1630, 01.02.15.1635 — ans hbapMakoreHeTUYeCKUX UccrnefoBaHnii BO3MOXHO BbIMNOSTHEHNE
TecTa B obpaseLe CroHbl B CTEPUIbHOM repMeTUYHON EMKOCTM (KOHTelHep Ansi cbopa mouu). Mepen
npouenypon OMnonoCHyTb POTOBYH MOSIOCTb MNWUTbEBOM BoAdon 06e3 3yOGHOM nacTbl M MOCTOPOHHMX
pacTtBopoB. 3atem B TeveHue 5-10 ceKkyHA Nerko noKycbiBaTb BHYTPEHHIO MOBEPXHOCTb Lek. [locne vero
npeanaraeTcs NMoHyTb B EMKOCTb. OB6BbEM CrtoHbI JOMKEH ObiTb He MeHee 1 M. XpaHeHue CritoHbI Npu
Temnepatype +2-80C, KpaTKOBpeMeHHasi TpaHCMOPTUPOBKa A0MNyCcKaeTCs NPy KOMHATHOW TeMnepaType.

3a MCKNYeHMeM BbilienepeymcrieHHbIX BCe OCTarbHble aHasiu3bl NPUHUMAIOTCS B CEPOSIOrMYecKon
(6roxmmmnyeckoi) Npobupke ¢ KpacHOM UMK XenTown Kpbilwkor 5-10 Mn kpoBwu (y AeTei 2-5 mn KpoBw).
[ocraBka MmaTepuana B naboparopuio:

Y3xe nony4veHHbl MaTepuan MoxeT ObiTe AocTaBreH B nabopaTtopuv HML, no monekynsipHoi meauumHe
camum 60MbHBIM UK poACcTBEHHUKaMK 6onbHOro, Nony4YeH oT NauveHTa B NyHKTax 3abopa buomatepuana
(cM.HWXe) nnun gocTasneH B nabopaTopuio Kypbepckon cryxbon YHusepcuteta.

Kak npowutu: Bxog Ha Tepputopuio YHuBepcuTeTa C nepekpecTka Hab. peku KapnoBku u yn.
MeTponaenoBckol Yepes wwinarbaym, NpovT Bneped no Hab.pekn Kapnosku, HuKyda He cBopaumBas, 200
METPOB [0 CePOro 3-x 3TaXHOro 3aaHns (28 kopnyc), NOAHATLCS Ha 3-1 3TaX No NMPaBoW NecTHuLe.

Yacbl paboTbl U npuema Guomartepuana B naboparopum: no pabouumm AOHSIM C MOHeAenbHVKa Mo
nathudy ¢ 9 go 15 yacoB. CaaTh KpoBb y AeTel M B3pocChbiX MO paboynM OHAM BKroyas cyb6oty
BO3MOXHO MO NpeaBapuTenbHon 3anncy no tenedony +7921-905-89-51.

MonyyeHue pe3ynbTaTta U nNpoBefeHMe AOMNONHUTENBLHONO 06crnefoBaHUsA: O FOTOBHOCTU aHanmn3oB
YTOUHSATb B TeueHune 3-5 OHel mocrne [4ocTaBkvM maTtepuana no tenedgoHam nabopatopuun. PesynbTathbl
nabopaTopHbIX aHaNM30B MOryT ObITb Nory4YeHbl B TabopaTopuy NGO BICNaHbl Bpady v naumeHTy Ha E-
mail, koTopble crefyeT npeaBapuUTENbHO ykasaTb Ha NMUEBON cTopoHe 6naHka. Matepuan GonbHbIX,
HanpaBreHHbIX Ha obcregoBaHWe, coxpaHsieTcs B nabopatopun. McxopHeit Guomartepuan nauueHTa
MOXeT ObITb WCMONb30BaH B TeyeHne 1 Mecsua ¢ MOMEHTa MepBoro obcrefoBaHVs AN BbIMOMHEHWS
OOMNONMHUTENbHBLIX  NabopaTopHbix  TecToB. HeobxoauMo  npeaBapuTenbHO — YTOUHWTL — Hanuyve
6uomaTepuana nauueHTa B KpuobaHke nabopaTtopuu, cormacoBaTb MNepeyYeHb TECTOB M OMnatutb
MeZMVLUMHCKME YCryrv Afsi ONONMHUTENbHOro o6eneqoBaHus.
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HanpaBneHune Ha HEBPOSOrMYECKYH0 MOXHO CKa4aTk Ha
auvarHocTuky NCN6IrMy um.akag.WU.MN.Maenosa www.autoimmun.ru

®UO 6onbHoOro:

YupexageHue,

dUO Bpaya, E-mail:
oTaenexve

OTBETbI O Ha pykn o E-mail:

KOJbI U CIIUCOK TECTOB (06BeauTe xon):
Jluksopoauarnocruka u PC (ILCK): [101.02.15.1550nuroknoHanbHbiin 196 (cuis+uck) [101.02.15.292CT1L, 8
LCX [J01.02.15.1550Komnnekc PC  [101.02.15.580/Haekc ansbymuna LICXK [101.02.15.975 1gG unaekc LICXK
[101.02.15.965 NHaekc IgG HSV-1,2 [101.02.15.485 OcH 6enok muenuHa (MBP) LICXK [101.02.15.1080 Tsx. uenu
HelipocdunamenTos npu BAC(LCXK) [101.02.15.955 Wupekc 1gG k 6oppen. [101.02.15.985 WHpekc IgG
Toxoplasma [101.02.15.960/uaekc 1gG npu knew. aHuedanute (TBE) [101.02.15.990 Wngekc IgG Rubella
[101.02.15.1000 NHgekc 1gG kopm (Measles) [101.02.15.995MHaekc 1gG VZV [101.02.15.980MHaekc IgG 3BB
(EBV) [J01.02.15.970MHaekc 1gG CMV [J01.02.15.1005MRZ-peakums  [101.02.15.456AHTn NMDA LICXK
[01.02.15.920A7 k LGI-1 n CASPR2(LIC>K) [101.02.05.275 HLA-DR*1501 npu PCL101.02.15.456 NMDA(LICX)
Cepoauarnocruka: [101.02.15.576 AT k aksanopuHy-4 [101.02.15.1595 AQP-4 u MOG [101.02.15.456 NMDA
[101.02.15.920LGI-1 u CASPR2 [01.02.15.561 GAD65 [101.02.15.401 MIMMyHOBNOT aHTUHeNpoHanbHbIx at (Yo-1,
Hu, Ri, Ma2, Amdudnans) [101.02.15.1085 AHTuHelpoHanbHble aHTuTena [101.02.15.1035 VmmyHo6rioT
Goppenun 1gG n IgM (14 anTturenos) [101.02.15.005 AH® (HEp-2) [101.02.15.160 3HA/ENA — cKpwH
[101.02.15.245 CkpuHuHr 6GonesHeit coed. TKaHM [101.02.15.395 AnTutena k oHgoTenmio (HUVEC)
[101.02.15.165/IMMyHOBrIOT  aHTUHYKneapHbix aHTuTen [101.02.15.535/iMmMyHOBROT at npu  cknepogepmuu
[101.02.15.320 MmmyHoBroT npu BocnanuTenbHbix Muonatuax [101.02.15.325Komnnekc npyu nonumuosuTe
[101.02.15.625AT «k aueTtunxonuH. peuentopy [101.02.15.935AHT-MUSK [101.02.15.115AT K cKen. MbiLam
[101.02.15.370 AHrnoTeH3uH-npeBpaLy. hepMeHT
LeHoaMArHOCTHKA X0pen M aTakcHii:[101.02.15.75065-Hb MeHTuHIToHa (HTT) [101.02.15.820M M3 2 Tuna (JPH3)
[101.02.15.825IM3 4 tuna (TBP) [J01.02.15.790 CLIA 1 Tuna (ATXN1) [J01.02.15.795CLIA 2 tnna (ATXN2))
[101.02.15.810CLIA 7 tun (ATXN7) [101.02.15.830 OPMNA (ATN1) [101.02.15.800 CLIA 3 Tuna (ATXN3)
[101.02.15.835 Komnnekc M3 2 u 4 tuna, APMA [J01.02.15.805 CLIA 6 Tuna (CACNA1A) [101.02.15.855Mepsuy.
muctonma 1 Tun (DYT1) [101.02.15.755 B-vb ®puapeiixa (FXN) [101.02.15.880 C-w Tpemopa/atakcum (FMR1)
[101.02.05.320 6-Hb BunbcoHa-KoHoanmosa (13 wmytaumin ATP7B) [101.02.15.1020 emoxpomatos HFE
[101.02.15.1195Peakve  dopmbl  CLIA(CLIA8,10,12,17,36)  [101.02.15.8154acTeie  &.CLIA(CLIA1,2,3,6,7;)
[J01.02.15.1015Hacneg. &.6. MapkuHcora [101.02.05.250 Anbureiivep (reH APOE)
Cenoauarnocruxka muonaruii u BMH: [ 01.02.05.310ckprHCMA(SMN1) [ 01.02.05.310CMA (SMN1/SMN2)
1 01.02.05.1530CekBernposanme SMN1/SMN2 [101.02.15.860 Hacneq BAC (C9orf72) [101.02.15.745 MuoToH.
auctpodus 1 Tun (DMPK) [ 01.02.15.770 B-Hb Kenneam (AR) [ 01.02.15.740MuoToH. ancTtpocusa 2 Tun (CNBP))
[101.02.15.1145 BAC (SOD1) [101.02.15.1010 B-Hb [owenHa-Bekkepa (DMD) [101.02.05.305Mapannerns
Wrpromnens (SPG4) [101.02.15.1225 OkynoapuHr. muoguctpodus (PABPN1) [101.02.15.1300Komnnexc yacTbix
MUTOXOHAPWAnbHbIX 3abonesaHwi

HoaupaaukyionaTnu U noauHeBpHThI: [101.02.15.765 B-Hb Lapko-Mapu-Tyta 1A 1 HelponaTtum caasneHns
(PMP22) [101.02.15.1605AMunonaosTTR [J01.02.15.620AT k GM1 (IgG/IgM) [J01.02.15.620AT K raHrnuosuaam
(ac-GM1,GM1,GM2,GD1a,GD1b,GQ1a,GQ1b,GT1a) [101.02.15.150Kprornobynux(tepmoc!) [101.02.15.410CkpuH
pesmar. apTtputa (aHTM-MCV u Po®) [101.02.15.307HLA-B27 [101.02.15.010 AHTuTena Kk uuTonnasme
HenTpodpunos (WAHLIA/NAHLA) [01.02.15.135 AHTu—MPO [101.02.15.140 Ant PR-3 [01.02.15.421 CkpuH.
napanpotenHos [101.02.15.341 CsobogHble nerkue wuemy [101.02.15.655MMmyHOMKCcaums  napanpoTenHa
[101.02.15.1185HLA-B51 [101.02.15.331Komnnekc npu nonuHesputax [101.02.15.610 Mactput Tvna A 1 nepHuu,.
aHemus (AMKK n AB®) [101.02.15.695 AHTutena k aHTureHam muenuua; [101.02.15.695 SGPG;

Cocymucrpie 3a60aesanust IIHC: [101.02.05.335Komnnekc LLADACUIT/CADASIL [101.02.15.1150 B-Hb ®abpun
(GLA) [J01.02.15.870 C-m runepssizkoctvt kposu [101.02.05.270 Komnnekc Tpombocdunui (FG, Fll, FV (Leiden)u
ap.) [J01.02.05.720Menbl aHTukoarynaHtos (AT, pC, pS) [101.02.05.725MeHbl kroH.remonoasa (JAK2,CALR,
MPL) [101.02.15.1190 Komnnekc conatHoro umkna (MTHFR, MTR n MTRR) [101.02.15.225 At k 6eta2-
rnvkonpoTenHy [101.02.15.145 AT k kapavonunury IgG v IgM  [101.02.15.670 AHTudocchonunuaHbie aHTUTena,
ummyHobnor  [101.02.15.1165 Komnnekc anektpocopes nunuaos (JINBM, TOHM, MMHM, Lp(a), XMnoM1KpoHbI)
[101.02.05.700 NGS aHanus npu cemeliHoit runepxonectepuHemn (LDLR, APOB, PSCK9, LDLRAP1)
OrcraBanne pasurusi: [101.02.05.330Xpomocom. avomanum [101.02.05.300 Komnnekc Mukpopaeneumit/
mukpoaynnvkaumi [101.02.05.295 Moacyet uncna X-xpomocom [101.02.15.880 C-m MapTuHa-Benna (riomkas X-
xpomocoma) [101.02.05.290 C-m Petta (MECP2); [101.02.05.705®ennnkeToHypus (PAH) [101.02.15.211CkpuHnHr
uenvakum (AAT IgG n TTr2 IgA 01.02.15.1200 [eHoamarHocTuka auctpodum ®dykca [101.02.05.1470MeHeTvka
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