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Cnucok coxkpameHui

All® - AHTMOTEH3UHIPEBPAIIAIONINI (pepMeHT
ATTR-ITH - TpaHcTUpeTHHOBAs CeMENHas aMUJIOUIHAS IIOJIMHEHPOIIATHS
AJl - AyTOCOMHO-IOMUHAHTHBIN THII HACJIEIOBAHUS
TTP - Tpanctuperun

ITHII - Ilonunenponarus

KTC - KapnanbHblil TyHHEJIBHBINA CUHIPOM

KM -  Kapauomuonarus

OHMI - DiekTpoHerpomMuorpadus

OKTI’ - DnexTpokapauorpadus

9XO-KT’ - DOxokapauorpadus

KKT - Kenyno4HO-KHUIIEUHBIN TPAKT

HC - llenTpanbHas HEpBHAsA cUCTEMA

I[THC - Ilepudepuyeckas HepBHas cucTemMa

CCC - CepneuHo-cocynucTas cuctema

UcCcC - YacToTa cepJeuHbIX COKpallleHUu

TepMuHbl U onpeae/IeHUs

AMMI0M03 — HapylleHHe OeKOBOro oOMeHa, COMpoBOXKatolieecss 00pa3oBaHUEM B TKaHSIX
cneurduyeckoro  OENIKOBO-TOJNIMCAXapUIHOIO  KOoMILIekca (amuiouga)  GUOpHIUIIpHON
CTPYKTYPBbI, XapaKTepU3YIOIErocsi BHICOKOH YHOPSI04€HHOCThI0 puOpHiuT ToNmuHON 5—10 HM
Onaromapst oounuio B-ckiaayaroil KOHGOPMALMU BO BTOPUYHOIN CTPYKTYype OCHOBHOIO Oelka-
amuiong0o0pa3zoBatesnsd. PasnnyaroT aMuIon03 JOKaJIbHBIN (MCTOYHUK MPOJYKIUU aMUJIOUAA
pacroaraercsi B caMoil MOpakeHHOW TKaHU) U CUCTEMHBIN (00pa3oBaHHE aMWIIOU]Ia B TKAaHIX
00yCIJIOBJIEHO TOCTYyIIEHHEM OenKa-peaIeCTBeHHUKAa aMMWJIOW/a C KPOBbBIO); IEPBUYHBII
(uIuomaTUYecKUi M aCCOLMHUPOBAHHBIA C MHOXKECTBEHHOW MueNoMol u npyrumu  B-
muM@onuTapHpIME  reMo0JacTo3amMM), BTOPWUYHBIM  (pa3BuBaeTcst Ha (OHE OCHOBHOTO
3a0o0JeBaHMs, Yalle BOCHAIUTEIBHOTO) M HAcJeICTBEHHbIH (00ycloBIeH MyTalnueld B TEHE,
KOJIMPYIOIIEM COOTBETCTBYIOLIHH OEIIOK).

TpaHcTHPeTHH — TeTpaMepHBINA 0eNOK, COCTOSIINN U3 4 UICHTUYHBIX CYObEeIUHMIL, KaXx/1as U3
KOTOpBIX BKJO4YaeT 127 aMHMHOKHUCIOTHBIX OCTAaTKOB U COJEPKUT OeTa-CTpyKTypy, U
BBIMOJIHSAIOUINHN (QYHKIINIO TPAHCTIOPTHOTO O€NIKa THPOKCHHA U PETHUHOJIA.

TpaHncTuperuHoBasi ceMeliHasi aMMJIOMIHAsl ToOJIMHelponaTusi — Haubojee YacTo
BCTpeyaeMass  (opmMa  CEeMEHHOro  aMMJIOWI03a,  MYJIbTHCUCTEMHOE  3aboieBaHue,
aCCOIIMMPOBAHHOE C MAaTOT€HHBIMM BApUAHTAMU I'€HA TPAHCTHPETHHA, MPHU KOTOPOM B Pa3HBIX
KOMOMHAIMAX Pa3BHBAETCS CHMIITOMOKOMIUIEKC MOpaskeHHs mepudepuueckux Hepsos, L[HC,
JKEITYJOYHO-KHILIEYHOT O TPAKTA, CEPALA, IIOYEK U IJ1a3.

KapnanbHblii TyHHeJBHBIH CHHAPOM — KOMIIPECCMOHHO-MILIEMUYECKas HelponaTus, Npu
KOTOPOH CPEIMHHBIA HEPB IOABEPraeTcs JIOKAIBHOW KOMIIPECCUU HA YPOBHE JIy4e3aIlsICTHOTO
CyCTaBa B KapIaJlbHOM KaHaJle, 00pa30BaHHOM KOCTSIMM 3aIIACThS U yIEPKUBATEIEM CYyXOXKHINN



crubarenell manpleB KucTU. KapnaabHbIi TYHHENIBHBI CHHAPOM SIBJISETCS XapaKTEPHBIM IS
ATTR-TTH kIMHUYECKUM TPOSIBICHUEM, YAaCTO PAa3BUBACTCSA C JIBYX CTOPOH HJIM COITYTCTBYET
MOJIMHENPOIIAaTUH.

AMWIoOUAHAA KapauomMuonatusi — ¢opMa CUCTEMHOTO HapylieHHs OelKoBOro oOMeHa ¢
MIPEUMYIIECTBEHHBIM OTJIOKeHHEM Oerka Oera-hpuOpruuIsIpHON CTPYKTYPHI (aMHJIOUA) B TKAHAX
cepaua (MUOKapae, FHI0Kap/e, IEpUKape), aOpTe U CTEHKAaX KOPOHAPHBIX COCYIOB.
Tadamuanc — npenapar, npumensiemsiii 1 neueHuss ATTR-TITH, sBastonuiicst ceneKTUBHBIM
cTabmim3aropoM TpaHcTuperuHa. Tadamuauc ¢ OTpUIATEIBHOH  KOOIEPAaTUBHOCTHIO
CBSA3BIBACTCS C JBYMS TUPOKCHHCBSI3bIBAIOIIMMM ydyacTkamMu TTP B HaTUBHOM (TeTpaMepHON)
dopMe, UYTO MPENOTBpALIACT JUCCOLMAIMIO KOMIUIEKCA Ha MOHOMEPbl M 3aMeyIseT
aMUJIONIOTEHE3.

IMJIOHTEepCeH — Tpenapar u3 kiacca 0yiokaropoB cunte3a TTP (caiieHcepoB), MPUMEHSIEMbIHA
JUISl JIGYEHUs B3pOCIBIX MAaIllMEHTOB C IOJMHEHWpONaTHEl, CBSA3aHHOW C HACIEACTBEHHBIM
TpaHCTUpPETUHOBBIM amMuiono3oM (ATTR-IIH). DOnnoHTepceH CeleKTHUBHO CBS3bIBAETCS C
orpeskoMm MPHK Tpanctuperuna, mnpuBons k paerpagauuu  ¢parmenta TTP nuxoro wu
HACJIEACTBEHHOTO TUIIOB U CHM)KEHHIO KOHLEHTpauuu TTP B CBIBOPOTKE KpPOBH.
Tpancnianranusa nedyeHu — weron JedeHuss ATTR-IIH, B xoxme KOTOporo mpoBOIMTCS
nepecaska JOHOPCKOW IMEYeHW Ha MeCTO YAaJIEHHOH medeHu pernunueHTa. D) EeKTHBHOCTH
METO0/1a 3aKJIF0YAETCs B 3aMEILIEHUU KJIETOK ITEYEHHU C TaTOJIOTMUYECKUM F€HOTUIIOM, YTO PUBOJUT
K MCKJIIOYEHHI0O OCHOBHOTO MCTOYHHMKA CHHTE3a H3MEHEHHOTo HecTaOuiabHOro Oenka u3
MaTOJIOTMYECKOT0 IIpoLecca.

OMIM — anrn. Online Mendelian Inheritance in Man, oHaliH-BepcHs MEAMIIMHCKON Oasbl
JIaHHBIX «MEeHIeJIeBCKOe HAclleJJOBaHUE Yy YEJIOBEKa», B KOTOPOM coOupaetcs nHpopmaius oo
M3BECTHBIX HACJIEICTBEHHBIX 3a00JI€BaHUIX U T€HAX, OTBETCTBEHHBIX 3a UX Pa3BUTHE.

1. Kparkas wuHpopmanuss no 3a00J€eBaHUI0 HJIM COCTOSSHUIO (Tpymie

3a00J1eBAHUIT UJIM COCTOSIHUI)

1.1 Onpenejenne 3a00J1eBaHUS MM COCTOSSHUSA (IPYIIBI 3200J1€eBAHMIT HJIH COCTOSTHU)

Tpancmupemunosas  cemeunas  amunrouoHas  noauneuponamus  (ATTR-IIH) —
IIPOrPECCUPYIOLIEE CHUCTEMHOE HACJIEJCTBEHHOE 3a00JieBaHUE, B OCHOBE KOTOPOTO JIEKHT
BHEKJICTOYHOE OTJIOKEeHHE (GUOPHILIAPHOTO Oenka (aMHIona) MPEeMMYIIEeCTBEHHO B BOJIOKHA
nepudeprudeckux HEpPBOB, a Takxke B KiIeTku cepana, JKKT, moyek W rnas, 4yTo MPUBOAUT K
HApYIICHUIO UX (DYHKIUK pa3HOM CTENeHH BhIpakeHHOCTH [1-5].

1.2 JTHoJIorMsi ¥M_maTroreHe3 3a00J1eBAHUS WM _COCTOSIHUS (Tpynnbl 3200J1¢BAHUI_HUJIH

COCTOSTHMI)

Pa3zsutie ATTR-IIH 00ycioBieHO TeTepo3UroTHHIMU MAaTOTEHHBIMUA BapuaHTaMH B I'eHe

TTR (18q12.1), xoTopslii kKogupyeT cTpykTypy Oenka Tpanctuperuna (TTP), cunresnpyemoro
PEUMYIIECTBEHHO KJIETKaMU MEYCHHU U, B 3HAYUTEIHHO MEHbIIEH cTeneHn (<5%), cocyucToIMU
CIUIETEHUSMHU T'OJOBHOIO MO3ra M MUIMEHTHBIM SIHUTEIMEM CETYaTKHU IJla3a U3 COCTaBIISIOIIEH
bpakunn npeanbOymuna. Ha cerogusuauii nenp onrcano 6osiee 130 maTOreHHBIX BapUaHTOB B
rere TTR, npuBoaaumx K HeliporeHHoMy ¢eHoTuny [1-5]. I'en 77R nokanu3oBaH Ha JUTMHHOM

mwieue 18 xpomocomsl, 1 pazsutusg ATTR-ITH nocrarouno Hanuune naToreHHOro BapHaHTa B



OJIHOM KOMUU TreHa (TeTEpPO3UTOTHOE COCTOsIHUE). 3a0oJieBaHUE HACIEIYeTCs MO ayTOCOMHO-
JTOMHHAHTHOMY THUITy, PUCK Mepeaayuu 3a00JieBaHus [l JTF0O0T0 U3 JAeTel MalueHTa COCTaBIseT
50%. JInna My>KCKOro M K€HCKOT0 110J1a TOPAYKAIOTCS C paBHOW 4acToToH [4, 6].

TTP — TterpamepHblii OelOK, cOCTOSIIMN M3 4 WACHTHYHBIX CYOBEIWHUI, Kaxaas W3
KOTOPBIX BKJIIOYaeT 127 aMHUHOKHUCIOTHBIX OCTAaTKOB M COJEPXKHUT Oeta-cTpykTypy. TTP
BBITMOJHAET (PYHKIIMIO TPAHCHIOPTHOTO OeJika TUPOKCHHA U peTrHoa [7]. [laToreHHbIe BapraHThI
MPUBOJAT K KOH(OPMAIIMOHHBIM M3MEHEHUsM Oelka, K TePMOJMHAMUYECKOW HECTaOMIbBHOCTH
TeTpamepa U pacmaay ero Ha OJUromMepsl 1 MOHOMepHI. [Ipenunuranus 6enka u mocieayromas
NOJMMEPH3aIHsl 3aKaHUYMBAIOTCS 00pa30BaHWEM aMUJIOMAHBIX (UOPHILI, KOTOPHIE OKa3bIBAIOT
MpsIMOE MOBPEKAIOLIEE AEHCTBUE HA CTPYKTYPhI TKAHEH IyTeM KOMIIPECCHH, a TAKXKE MPUBOJAT
K 00ImuTEepaliu COCylOB U, Kak cieacTBue, K uimeMud. C Apyroil CTOpOHBI UCCIETOBAHHS
MOKa3bIBAIOT, YTO HE (PHOPUIUIBI aMHIIOW/A, & UMEHHO HU3KOMOJEKYJsipHbIe onuromepsl TTP
BBI3bIBAIOT aKTUBALIMIO BOJIbTAXK-3aBUCHMBIX KaJIbLIMEBbIX KAHAJIOB, MPUBOJIS K TMOEIN KIIETKH.
OcoOeHHOCTH pacmpefielieHuss aMWwiIouJa B OpraHax M TKaHAX CBS3bIBAIOT C THIIOM
aMUWJIOUWJIoreHHOoro TmaroreHHoro BapuaHTa [4, 8]. Ilpu ATTR-IIH neno3utel amuiionsa
IIPEUMYIIECTBEHHO OTKJIAJbIBAIOTCS B SIIMHEBPHUH, IEPUHEBPUU, SHIOHEBPUHU HEPBHBIX BOJIOKOH
pa3HOro THMA, MPUBOJSA K MPOrPECCUPYIOLIEH aKCOHAJIBHOW JereHepaly TOJICTBIX U TOHKHUX
BOJIOKOH mnepudepnueckux HepBoB. Otrnoxenue amuiouga npu ATTR-ITH ormedaercs u B
KJIeTKax JApYyrux oOpraHoB-muuieHed (cepaua, mnouek, rna3, LIHC), dyro omnpenenser
(EHOTHUIMHYECKYIO TeTEepPOreHHOCTh 3a00eBanus [4, 9-12].

Jns ATTR-IIH xapakrepeH MMpOKUI CHEKTp Kay3aTUBHBIX BapuaHtoB [2, 4, 8, 9].
HauOonee pacmpocTpaHeHHOH sBiseTCs 3aMEeHAa METHOHMHA Ha BalMH B MoJjoxkeHuH 30
(Val30Met), Bcrpeuatomascs mnpumepHo y 50% manueHTOB M WACHTU(GHUIMPOBAHHAS B
SHAEMUYHBIX 10 JaHHOMY 3aboneBanuio perumoHax Ilopryrammm, Kumpa u Maitopku. B
HEIHJIEMUYHBIX CTpaHax, Takux kak Ppanuus, Mramus, ['epmanus u SAnonus, otmedaror 6osee
IIMPOKUH CHEKTP Kay3aTUBHBIX BapHaHToOB [13].

[Ipy HEKOTOpPHIX TEHETHYECKMX BapUaHTaX B KIMHUYECKOW KapTUHE 3a0o0JieBaHUS
npeobnagaer kapauomuomnarus (Hampumep, Vall22lle, [le68Leu, Thr60Ala, Leul 11Met), B To
BpeMsl Kak JApyrue cBsizanbl B mnepByto odepens c¢ [IHII (mampumep, Val30Met), no oba
nposiBJieHUs 3a00JieBaHMA MOTYT HaOJIONaThCsd B PA3IMYHBIX CcooTHoweHusx [4, 8, 9].
Knunnueckass kapTHHa MOXET M3MEHATHCS B TEUEHHE JKU3HU, TaK KaK aMWJIOWJ MPOJOJIKAET
HaKaIUIMBaThCs B JPYTUX TKAHAX; MOXKET HaOJII01aThCcs BapuaOeTbHOCTh CUMIITOMOB B Ipeienax
on1HOi1 cembu. [leHeTpaHTHOCTE 3a00JIeBaHNS pa3IUYHA B PA3IMYHBIX PETHOHAX U PA3HBIX CEMBSIX.
Ecnu nenerpantHocTh cocTaBisieT MeHble 100%, HocuTenu maToreHHbIX BapuaHToB B reHe T TR
MOTYT J0XHBATh JI0 MPEKIOHHOTO BO3pacTa 0e3 MpU3HAKOB 3a00JeBaHUA, OJHAKO Y UX JIETeH

BO3MOXXHBI TPOsIBICHUS 3a0oneBanHus [9]. DeHOMeH aHTULUMNANUHU (YTSDKEICHHE TEUYCHUS



3a0o0sieBaHus U OoJiee paHee Hayallo B MOCIEIYIOIINX TTOKOJICHHSIX ) HAOII0AaeTCs B YHASMUYHBIX
pervoHax.

B Poccun o nannaeiM staboparopuu JJHK-munarnoctukun ®I'BHY «Menuko-reHeTHYeCKui
Hay4yHbll uneHTp uM. akaja. H.II. boukoBa», OCHOBaHHBIM Ha pe3yJibTaTaX MOJIEKYJISIPHO-
TeHEeTHYeCKOro aHanusa 35 HepoacTBeHHBIX npobannoB ¢ ATTR-ITH u3 pasueix pernonos PO,
YCTaHOBJICHO, 4TO B 54,3% ciry4aeB mpUUWHON OO0JIE3HW SIBUJICS YaCThIM MMATOTC€HHBIM BapUaHT
Val30Met (aHanoruyHO OOJBITUHCTBY €BPONEHCKHUX CTpaH); B 4 ciydasx oOHApy)KeH BapHaHT
[le107Val (11,4 %); nBaxxabl BcTperwinch Bapuantel Phe33Leu (5,7%) u Ala81Val (5,7%).
OnHokpaTtHO BbIsABICHBI BapuaHThl Ser23Asn, Ala25Thr, Val32Ala, Thr40Asn, Gly47Ala,
Glu54Gln, Tyr69Phe, Glu92Lys, o6ycnoBuBmiue no 2,8% ciaydaes kaxaplii [4, 11].

1.3 DnuaemMuoJ10rus 3a00JJeBaHus WM COCTOSTHUS (IPyINbI 3200 1eBaHUI HJIH COCTOSTHUA)

CymMapHas 4acToTa BCEX THIIOB aMMiIOMao3a oreHuBaeTcs kak 47/100 teic. Yacrora
BCTPEYaEMOCTH HACIIEACTBEHHBIX (DOPM aMUIION103a COCTABIISIET 110 MPUMEPHBIM IojicueTam | Ha
1 MJIH B roj, Ipu 3ToM LUdpa 3HAUUTENILHO BBILIE B SHAEMUUYHBIX peruoHax. I[Ipennonaraemas
pacrpoctpanennoctb ATTR-ITH Bo Bcem mupe cocrasiser 10 000 (1/1 000 000 uenosek), B
EBponie — ne mensmie 1 va 100 000 nacenenus [13].

[Tepsbie cayyan ATTR-IIH Obumm ommcanbl B 1952 r. mopryransckuM HeBposiorom K.
Amnppane B CeepHoii [lopryranuu. B IlIBennu nepBslit ciydaii 3a6oeBanus onucad B 1965 r. K
1994 r. G0 nuarHoctupoBaHo 1233 ciydas B LleHTpe u3ydenus ammiouposa B r. Ilopty
(ITopryranus) [14, 15]. ATTR-IIH nonroe Bpemsi cunTanoch 3HAEMHUYECKHM 3a00JIEBaHUEM C
BBICOKOM pacrpocTpaHeHHOCThIO B [lopryranuu u IlIBennn, ogHako nporpecc B MOJIEKYJISIPHO-
TEHETUYECKOM ITUAarHOCTHKE M HakoIuleHHe 3HaHui otHocutensHo ATTR-IIH npusenu k tomy,
4To 3200JIeBaHNE B HACTOSIIIMI MOMEHT AMAarHOCTUpYeTcst BO BceM Mupe [13].

3a nepuoxa 2010-2016 rr. cpenuuii ypoenb 3aboneBaemoct ATTR-TIH B Ilopryramuu
coctasuia 0,87/100 000 (95% AU 0,68-1,10). Hons cimyyaeB ¢ mo3gHUM HavasioMm (Bo3pacT >50
Jer) cpenu 3aboneBmux cocraBuia 28,7%. Pacyernas obmas pacrnpoctpaHeHHOCTh B 2016 T.
cocraBmiia 22,93 uHa 100 000 B3pocinbix sxurenei (95% AN 21,90-23,99) [14].

Pacnipoctpanennocte ATTR-IIH B fAnonum onenuBaercs B 0,87-1,1 ma 1 000 000
yenoBek. CaMasi BbICOKasi paclpocTpaHeHHOCTh Obuta B npedekrype Harano (11-15,5), 3a neit
ciegosana Kymamoto (10,1-10,3), a 3atem Hcukasa (3,5-4,2) [16, 17]. B Ucnanuu (baneapckue
octpoBa) B nepuof ¢ 1976 no 2003 rox nuarHoctupoBano 144 cayuas ATTR-IIH [18]. Ha 1
nekabpss 2003 r. pacnpocTpaHeHHOCTh Oone3nu Ha Kumpe cocrasmsuia 3,72/100 000, a
3aboseBaeMocTh oneHuBanachk B 0,69/100 000 B rox [19]. DnuaeMHOIOrHYeCKUX HCCIEI0BAHUI
nio pacnpoctpaneHHocTd ATTR-ITH B P® He mpoBoaniocs.

B sunemununsix pernonax (Ilopryranus, llsenus, Kunp, Maiiopka, flnonus) natoreHHbIi

BapuaHT Val30Met B rene 77R siBisieTcss MpeoOJIagalonuM ¢ BBICOKOM MEHETPaHTHOCThIO. B



OCTAJIbHBIX PCruoOHax — ClIydau 3a001€BaHUsI B OCHOBHOM CIIOpaaAn4CCKUC, I'CHCTUYCCKU

reTepOreHHbIE, C OTHOCHTEIbHO HU3KOH meHeTpanTHocThio (11% — ¢ 50 xer) [4, 9, 11, 13].

1.4

Oco0eHHocTH

KOJUPOBAHUSA 110

MeXayHapoaHoid  CTATHCTHYECKON

kjaaccuukanum 60J1e3Hel U MPodaeM, CBI3AHHBIX €O 310POBbEM

MKB-10: E85.1 — HeBpomnaTrueckuii HaciIeACTBEHHBINH CeMEUHBIA aMHIIOUI03

1.5 Kiaaccuduxkanus 3a00JeBaHus1 WJIH COCTOSHUSA (rpynnbl 3200JJeBaHU MJIN COCTOSTHWI)

B ocHoBy coBpemenHo# kiaccudukamuu amuiongo3a (BO3, 2003) mosoxeH TPUHITUTT

cnenu(UIHOCTH OCHOBHOTO (UOpHILUIIpHOTO OeKa aMmuionaa (tadi. 1).

Taoauua 1. Knaccupuxanusa amunongosa [5, 11].

Beuox Besok-
Kummnuyeckas popma amuiiongosa
aMmHJIonaa npeAecTBeHHUK
BropuyHbplli  aMHIONI03 TP XPOHHYECKUX  BOCHAIUTEIBHBIX
AA SAA-6emok 3a00JICBAaHUAX, B TOM YHCJIC MEPUOIMUYCCKON OOJC3HH M CHHIPOME
Makna-Yamica
AL A, K-JIETKUE LeTH AMMITONI03 TIPH IUTa3MOKICTOYHBIX JTHUCKPa3HAX HIMONATHYCCKHIA,
UMMYHOTJIO0YJIHHOB NPY MHECJIOMHOM 00JIe3HH ¥ MakporoOyIuHeMu BanbieHcTpema
CemeitHble (OPMBI TTOJTMHEBPOIATHIECKOTO, KapAUONATHYECKOTO U
ATTR TparcTHpeTHH bop 5P <Or0, Kapa
Ip. aMHJION103a, CHCTEMHBIN CTAPYECKUIH aMIIIONI03
ABM B2-mMuKporIOOYITHH Jmanu3HeIii aMIIoOuI03
AGel Ienconun DuHckas ceMeiiHas aMUJIONIHAS OJIMHEBPOIATHS
AApoAI Amnomumonporens A-l | Amwunonanas nonmuaeBponarus (111 tum mo van Allen, 1956)
Afib OubpuHOTeH Awmmunounsinast Hedponarus
bonesnr  Anbureiimepa, CHHIPOM ayHa, HacJIeICTBEHHbIE
AP B 6emox B pa, AP Hlayua, A
KPOBOM3JIHMSHHMSA B MO3T C aMUJIOUI030M
. Bonesns Kpeitrudensna-Axoda 6071€3Hb I'epctmanHa-
APrPScr [TpuoHOBBIH Genok et upenn ’ P
IItpayccnepa-lleitnkepa
[Ipencepansbrit
AANF HaTpUilypeTuuecKuit W3onupoBaHHbIM aMUIIOU03 IpeacepaAnit
¢axTop
W3onupoBaHHBI aMmiIonz03 B ocTpoBKax Jlanrepranca mpu
AIAPP AmunmH p A P p p
caxapHoOM Juabere 2 THIA, HHCYJTHHOME
ACal [poKanbIUTOHUH [Tpn MexyJUIIpHOM pake IUTOBHUIHON JKEJIE3bI
HacrnencreeHHble  KPOBOMBJIMSHHS B MO3T C  aMHJIOWI030M
Acys Hucratun C A P A
(Ucnanmus)
Boiensitor He menblie 10 HacnencTBEHHBIX (hopM amuiion03a (Tadi. 2).
Taouauua 2. Hacaencreennbie popmbl amuiiongosa [S, 11].
I'eneTnueckuii BapuaHT Tun I'en (Jokyc) Benoxk
HACJIeIOBAHUS
TpaHCTUpETHHOBAS CeMeHast Al TTR (18912.1) TpancTupeTun
aMUJIOUTHAS TTOJIMHEeHpONaTHs
(OMIM #105210)
HacneacTBeHHbI CUCTEMHBIH ALl APOAL (11¢923.3) Anonunonporeud Al
ammtono3 2 tuna (OMIM #105200)




[Toveunsiii aMmnon03 LYZ (12g15) JInzoumm
(OMIM #105200)
CeMmeiiHblil BUCIIEpaIbHBIA aMUIIOUA03
(OMIM #105200)
CeMeiHBIM BACIICpATbHBIA aMITION03

(OMIM #105200)

FGA (4qg31.3) dubpuHoreH

B2M (15¢21.1) Bera-2-MHKpOTIOOYIHH

gl & & & £ & & &

AMuton 103, GUHCKAM THTI GSN (9933.2) I'enzonua
(OMIM #105120)

LlepeOpanbHast aMUIOUIHAsE aHTHOTIATHS APP (21g21.3) Awmwunounn Oerra a4
(OMIM # 605714)

LlepeOpanbHast aMUIOUIHAs aHTHOTIATHS CST3 (20p11.21) Hucratun C
(OMIM # 105150)

IlepeOparbHas aMATONTHAS aHTHOTIATHS PRNP (20p13) IproHHbIH OeToK
(OMIM # 137440)

LepeOpanbHast aMUIOUIHAS aHTHOTIATHS ITM2B (13914.2) Integral membrane

(Cemeitnas OpuTaHcKasi IeMEHIINs) protein 2B
(# 176500) LlepeOpanpHas aMUIIONIHAS
anruonatus 2 tuna (CemeliHas naTckas
nementst) (# 117300)

AApoCII amunonnos

APOC2 (19913.32) | Amnonumnomnporeun C 11
APOC3 (11g23.3) Anonunonporenn C 111
APOA2 (1g23.3) Anonunonporens A-ll

AApoCIIl amunonnos

E|E|E

TToyeyHpI aMHIONIO03,
aCCOLMUPOBAHHBIN C
Anonunonporensom A-1l Variant

*Ha3BaHHs T€HETHUYCCKHX BapUAHTOB HACJICJCTBECHHBIX (HOPM aMIIONI03a U OCIKOBBIX MPOJYKTOB COOTBETCTBYIOIIMX I'CHOB
NpUBOIATCS cormacHo 6aze OMIM. **Camplif 4YacThlii TEHCTHYECKHII BapHAHT HACICICTBCHHOTO aMHUIIOWZ03a —
TpaHCTHPEeTUHOBHIN. [Ipumeuanne. AJ] — ayTOCOMHO-TOMUHAHTHEIH.

1.6 Kannuueckas KapTHHa 3200J1€BaHUs] WJIH _COCTOSTHUSA (rpynnbi 3200J1€BaHUI MM

COCTOSTHHI

Jna ATTR-IIH xapakrepHbl MyJIbTUCHUCTEMHOCTh KIMHUYECKHX IPOSIBICHHM U
dbeHoTunuyeckas TreTeporeHHOoCTh. C IeNbl0 O0BSICHEHUS HaOII0JaeMON (PEHOTHITHYECKOM
reTepOreHHOCTH HocuTeded Hanbosee yactoro BapuaHTa Val30Met BBIABUHYTHI paziudHbIE
TUIOTE3bl: BIMSHME T'€HOB-MOAM(DUKATOPOB, POIUTENBCKOE IPOUCXOXKICHUE BapHaHTOB,
reHJepHbld 3((deKT, BKIAJA HEKOAUPYIOUIMX PETyISTOPHBIX BAapHaHTOB, MOHOAJUIENbHAS
JKCTIpeccus reHa, BHemHue (akrtopsl [2, 4, 5, 8, 11, 12]. OgHako TOYHOW MPUYMHBI TAKOTO
SIBJIEHUS 10 HACTOSALIET0 BPEMEHU HE YCTAHOBIIEHO.

ATTR-IIH xapakTtepu3yroT BapuabenbHbIi Bo3pact nedrorta (nuanason ot 20 mo 70 ner) u
HEMOJIHAsl TEHEeTPaHTHOCTh. Bo3pacT Hauyana 3a0ojeBaHMS CHWIBHO pas3iMyaeTcs Jaxe B
ITHUYECKH UACHTHYHBIX MOMYJSAIMIX C OJJHUM M TEM )K€ MMaTOreHHBIM BapuaHToM B reHe T7TR [2,
4, 8].

OcHoBHBIM  knuHHuYeckuM  mposiBieHueM  ATTR-IIH  sBnsercs  ducmanvnas
npozpeccupyrowas no 60CX005ujeMy muny CUMMempPU4Has CeHCOMOMOPHAS NONUHEUPOnamus,
IIPY KOTOPOM B pa3HOM CTENEHU MOPAKAIOTCS KaK TOJICTBIE, TAK U TOHKHE HEPBHBIE BOJIOKHA.

KnuHuueckumMyu CMMITOMaMHU MOPAaXXEHHUs TOHKUX HEPBHBIX BOJIOKOH sBIIsitOTCS [2-5, 10-

12, 20]:



HelipornaTuueckuii  0OJIEBOM CHHAPOM; TMapecTe3ud U JKOKEHHE JHCTAIbHBIX OTIEJIOB
KOHEUHOCTEH;

OpTOCTaTUYeCKas TUIOTEH3Msl, GUKCUPOBAHHAs TaXUKapIuUs;

JKEIYJOYHO-KMILIEYHbIE PACCTPOMCTBA: 3aIlOpbl, YEpEAYyIOIIMECs C JIuapeed, NPUCTYIIbI
TOIIHOTHI ¥ PBOTHI, 33J€pKKa ONIOPOKHEHHUS Kely1Ka, HapyueHnrue Mmoropuku XKKT;

Ta30BbI€ HAPYIICHNUS (3a/1epKKa WIN HeJlepyKaHUe MOYM, HEMPOTreHHbII MOUEBOH Iy3bIPb);
9peKTUIIbHAA AUCHYHKIMS, UMIIOTEHLINS;

HapylIeHNEe ITIOTOOTAEIICHUS, AHTUIPO3.

KnuHnyecku nposiBICHUSAMHU MOPAKEHHsI TOJICTHIX HEPBHBIX BOJIOKOH siBisitoTcs [2-5, 10-

12, 20]:

JTUCTAIIbHBIN CUMMETPHYHBIN TeTpamnapes, 0oyee BbIpaXeHHBINH B HUKHUX KOHEUHOCTSIX;
TUIOTPO(HS ¥ THITOTOHUS MBI KOHEYHOCTEH, apediekcus;

HapyllieHWe  MOBEPXHOCTHOM  0oJieBOM W TIYyOOKOW  YYBCTBUTEIBHOCTH  TIO
MOJIMHEBPUTHUUECKOMY TUITY, CCHCUTUBHAS aTAKCHSL.

OTtnoxenue aMuiionaa B CBA30YHOM allllapate 06y0HaBHI/IBaCT pPa3BUTHC KAUHUYECKOU

KapmuHsl KapnaibHoco MYHHENIbHO2O CqupOMd, paspslea CyXOOfCI/UZUI;l Mbuludy, CcmeHo3a

N0360HOYHO20 Kanana. B psne ciydaeB yKa3aHHbIE HApyLIEHHUs MOTLYT OBITb IE€PBBIM

nposiBinenueM ATTR-ITH, u ocobeHHO BbIpaskeHbl Y O0JIbHBIX ¢ TAKUMH BapuaHTaMu B reHe 17R,

kak p.Leu78His, p.Leu78Arg, p.Lys90Asn, p.lle104Ser, p.Ile127Val, p.Tyr134His [4, 8, 10, 21].

[Tpu ATTR-ITH Ha n1000i#1 cTaguu 00JI€3HN XapaKTEPHO Pa3HON CTENEHU BBIPAKEHHOCTHU

nopascenue u Opy2ux Opeano8 U CUCHeEM.:

1)

2)

3)

4)

5)

cepaua (heHOTUN PECTPUKTUBHON H/UIIM THIEPTPOPHUECKON KapAUOMHUONATUH, YTOIIECHHE
CTEHKH JIEBOT'O JKEJyl04Ka CEpJla, Pa3Hble THUIIBI HAPYIIEHHUs CEpACYHON MPOBOIUMOCTH,
cepjeuHast HeJIOCTaTOYHOCTh, A0pTaIbHBIN cTeHO3) [2, 4, 5, 10, 22];
KKT (TromHoTa 1 pBOTa, OBICTPOE HACHIIIEHHE, YEPEJOBaHHE MMOCTIPAHIUAIBHON JHapen 1
KOHCTHUIALMH, CUHAPOM pa3Ipa’KEHHOr0 KUIIEYHNKA, HEMPEAHAMEPEHHOE CHUKEHNE MACChI
tena) [2, 4, 5, 10, 23];
nodvek (nmporenHypus, Hehpornarus, moYeyHas HeJJOCTaTOYHOCTh) [2, 4, 5, 10];
a3  (MOMYTHEHHWE  CTEKJIOBUJIHOTO  Teja, TIJaykoMa, 3payKkoBble  HapyIICHHUS,
KEPaTOKOHBIOHKTHBHT, S3BbI POroBHIIbI) [2, 4, 5, 10, 24-26];
[THC (xorHUTHBHBIE HapylIeHHs, TOJOBHAs 0OJb, MIIEMHYECKUH WM TreMOpparudeckui
UHCYJIBT, SMWICTITHYECKUE IPUITAIKU, Tuapouedanus, arakcus) [2, 4, 5, 10].

Boioensiiom 4 cmaouu ATTR-ITH [1-5]:

0 — OeccumnTomHas (CyOKIMHHYECKAs);

|  — HWKHMA BB mapamape3 ¢ MUHUMaIbHBIMH ~ HApyLIICHUSAMU  XOIbOBI,

JIOTIOJTHUTENIbHAS OTI0pa He TpeOyeTcs;
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Il — Bsublii TeTpanapes, 6osee BbIpaKECHHBINM B HIKHIUX KOHEUHOCTSIX, MMAIUEHTY TpedyeTcs

IpH X0JIb0e onopa Ha TPOCTh WU KOCThLIIb;

1l — BbIpakeHHBI HEBPOJIOTUYECKUN ASHUIIUT, MAIMEHT HE CHOCOOEH CaMOCTOSITEIHHO

NNepeABUTaThCS, IPUKOBAH K ITOCTCJIN WK NHBAJIUJIHOMY KPCCITY.

ITHIT npu ATTR-ITH moxet nporpeccupoBats B Teuenue 10-20 ser. Ha no3aneii ctanuu
3a00JieBaHNs pa3BUBaeTCs Kaxekcusd. [IpuurHaMy cMepTH MalueHTOB SABISIOTCS CepAcUHas WU

MOYeYHast HeJOCTATOYHOCTD, & TAKXKE HHPEKIIMOHHBIE OCI0XHEHUS [ 1-5].

2. /InarnHoctuka 3a00J1eBaHUSl WM COCTOSIHMS (TPynnbl 3a00JieBAHMA WM

COCTOSTHMI)

Kpurepun ycraHoOB/IeHMSI JIMArHO3a M COCTOSIHMS: HaJuM4yue Yy IalMEHTa KIMHHYECKHX
NPOSIBJICHUH MOJMHEHPONIATUHU C MPU3HAKAMH BETeTaTHBHOW NUCOYHKIMU/ HEHPOTIAaTHHA TOHKHUX
BOJIOKOH/ TIOJIMHEHPONATHH W KaplaJbHOIO TYHHEIBHOTO CHHIPOMA WM OTSATOIICHHOTO
cemeiinoro anamuesa 1o ATTR-IIH B couyeranmu ¢ BBISBICHHEM IATOTCHHOIO (BEPOSTHO-
[aTOTEHHOT0) BapraHTa B TeHe T TR SBISIETCS OCHOBaHUEM MOTBEPIKICHHEM JTHArHO3a

2.1 ’Kaao0bLl 1 aHAMHE3

o Pexomenayercst npoBoauts nuddepennuansuyto nuarHoctuky ¢ ATTR-ITH y B3pocibix
HAIMEHTOB C Xkajlo0aMM Ha IPOrpecCUpYIOIINE UyBCTBUTENbHbIE, BETETATUBHBIE U AIBUTaTEIbHbIE
NOJMHEBPUTUYECKHE HAPYIICHHUS C 1IeTbI0 CBOEBPEMEHHOM JHMarHOCTUKH 3aboieBanus [1-5, 10,
27].

YpoBeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 5)
KommenTapuii: nayuenmor npeovsgniaiom acanobvl Ha HenpeoOHAMepPeHHOe CHUdICeHue eecd,
cnabocms MulldYy PYK U NPEUMYUWEeCmE8eHHO HO2, USMEHEeHUe NOXOOKU; HaA OHeMeHUue, CHUMCeHUe
YYECMBUMENbHOCIU KUCMEU U CIMON, HeyCmoudueocms npu xoovoe. Xapakxmephol dcanobvl Ha
HetiponamuyecKkylo 00Nb, conymcmeyioujee Hapyuwenue @YHKyuu cepoeuHo-cocyOucmon
cucmemol u JKKT. Ilpu onpoce cnedyem obpawams SHUMAHUE HA MEMN NPOSPecCUpO8anus
CUMNMOMOS, — HAaluyue  CONYMCMEYIOWUX  COMAMUYecKux  3a00nesanuti,  OYeHUms
MOKCUKONO2UHECK UL U OHKOJI02UYecKull anamues. bonesnv debromupyem uawe ece2o 6 eozpacme
30 nem u cmapuwe.

o Pexomenayercss npoBoauth JuddepenHiuanbayto auarHoctuky ¢ ATTR-IIH y
NAIMEeHTOB € ajlo0aMM Ha HapylleHHe YYBCTBUTEIbHOCTH 1-3 manblieB KUCTEH, MOXydaHue U
€J1a00CTh MBIIIL] BO3BBILIEHHUS OOJIBIIOrO Majiblia, 00JIb B KMUCTU C OJHOM WM JIByX CTOPOH C
IIC/TBI0 CBOEBPEMEHHOM IHAarHOCTHKH 3aboneBanus [1-5, 10, 27].

YpoBeHnb yoenutenasHocTu pekoMenaanuii C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KoMMeHTapuii: 603Mm01cHO Hanuyue cOnymcmeylowux noJuHegpUMUIecKux JHcanob, a maxoice

acanob uma uapyuwenue @yuxyuu opearnos CCC u JKKT. Tax kak kapnaibhwili myHHeIbHbllU
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CUHOPOM  ABIAEMC  PACNPOCMPAHEHHbIM — 3a001e6anuemM 6 NONYyIAyuY, YeiecooopasHo
nooospesamv ATTR-IIH y nayuenma c npoepeccupyiowum dawje 08YCMOPOHHUM KAPNATbHbIM
MYHHEIbHLIM CUHOPOMOM, pehpaKmepHuiM K CIAHOAPMHbIM Memooam JiedeHusl, Ha3HaA4YeHHbIM
CO2NACHO MANCECTU NOPAINCEHUS

° Pexomenayercss npoBoauth uddepennuanbayto auarHoctuky ¢ ATTR-IIH y
MAIMEHTOB C XapaKTEPHBIMU 5KaJ100aMH U OTATOLICHHBIM M0 aMUJIOU03Y CEMEHHBIM aHAMHE30M
C LIEJIbI0 CBOEBPEMEHHOM AUarHoCTuKu Oose3nu [1-5, 27, 28].

YpoBenb yoenuteabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 5)
Kommenrapuii: npu onpoce credyem ymounums Haiuuue y OIUSKUX POOCHEEHHUKOB
npozpeccupyioueli nonunelponamuy, 6one3nell cepoya, cmepmeti 8 gospacme 00 50 nem om
CepoeyHo-cocyoUucmou HedoCmamo4HoOCmu.

2.2 Pu3ukKajIbHoe 00CaAeT0BAHUE

° Pexomenayercsi MPOBOIUTH OOIIHI OCMOTP (BH3YaIbHOE HCCIICIOBAHUE TIPH TATOJIOTHH
nepudepruuecKoii HEPBHOW CHCTEMBI) U OIEHKY HEBPOJIOTHYECKOTO CTATyCa C [ENIbIO BISABICHUS
XapakTEPHBIX I 60Je3HH cuMITOMOB [ 1-5, 27].

YpoBeHb yoenuteabHocTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
KoMmmenTapmii: Heobxooumo oyenHusamv uHOEKC Maccvl menda, oopawames GHUMAHUE HA
COCMOsIHUE KOXMCU U €€ NPUOAMKO8, Haluyue 0meKos 1 KOCMHO-CYCmasHuix oegpopmayuti. Oyenka
HeBPOL02UYECKO20 CMamyca nposooumcst N0 CMaHoapmHou memoouke. Bajicno ananuzuposams
@YyHKYUU BecemamueHOU Hep8HOLl cucmemsl. AHAIU3 PYHKYUU 8e2emamueHoll HEPEHOU CUCTEMbL
npu oCMOmpe 3aKaUAemcs 8 onpeoesienul CmeneHu nomoomaoenenus, usMepeHuy 4acmomul
cepoeunvix cokpaweruti (YCC), nposedenuu 2unep8eHmuIAYUOHHOU, OPMOCMAmMuYeckoll npoosl
[29].

2.3 JIaGopaTopHbIe ATMATHOCTHYECKHE UCCIeT0BAHUA

o PexomeHnyeTcsi IpOBEICHUE MOJICKYIISIPHO-TEHETHUECKOTro uccienoBanus rena TTR (
ompejieieHue BapHaHTOB TE€HOB B oO0pa3le OHOJOTMYEeCKOro Marepuaia APYyroM WIH
HEYTOYHEHHOM, HEKJIaCCHU(PUIIMPOBAHHOE B JIPYIHMX PYyOpHKax, METOJOM CEKBEHHUPOBAHHSI IO
Cenrepy, METOJOM TapreTHOTO BBICOKOMPOU3BOAUTEILHOIO CEKBEHUPOBAHUS, METOJIOM
MOJTHO3K30MHOTO BBICOKOIIPOU3BOIUTEIHLHOTO CEKBEHUPOBAHUS WIn METOJIOM
BBICOKOIIPOU3BONTEIFHOTO  CCKBEHHPOBAHMS) BCEM MAalMEHTaM ¢  MPOrPEeCCHPYOIIEi
nonuHeponatued u kiauHU4YeckuM nono3peHueM Ha ATTR-IIH c¢ nenbio moarBepxaeHus
nuarHosa [ 1-5, 11].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KoMmMmeHnTapuii: onmumanvubim MOnekyisapHo-eceHemudeckum memooom auanusa eena TTR
A615emcs npamoe ceksenuposanue no Cenzepy 6cex KOOUPYIOWUX yuacmrkos u oonacmeii IK30H-

UHMPOHHBIX coeounenutl 2ena. Taxoce 603MONCHO onpedeﬂeHue 6ApPUAHNIOB cE€HOB 6 06p6131/[€
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buonocuuecko2o mamepuana Opy2oM Uiu HeYMOUYHEHHOM, HeKIACCUDUYUPOBAHHOE & OpYeux
pybpuxkax,  MemoooM  CEK8EHUPOBAHUS  NO Cencepy, = memooom  mapemHo20
8bICOKONPOU3BOOUMETILHO2O CeKBeHUPOBAHU, Memooom NOJHOIK30MHO20
BbICOKONPOUZBOOUMENLHOZ0 — CEKBEHUPOBAHUA  UIU  MEMOOOM  BbICOKONPOU3BOOUMENTLHO2O
cexeenuposanus. [na pazeumusi ATTR-IIH oocmamouno nanuuue namoceHHO20 8apuanma 6
O00HOU KONnuu 2ena (eemepozucomuoe cocmosnue). Juacnoz noomeepicoaemes npu vlsaeieHUU
NAmo2eHHO20 Ul 8ePOAMHO-NAMOo2enH020 apuanma 6 2ene TTR. /[ns onpedenenuss makmuxu u
00vbeMa MONeKYIAPHO-2eHeMUYeCKOU OUACHOCTUKU, UHMEPRPemayuu NOJYYeHHbIX Pe3)Ibmamos
obs3ameneHn npuem (0OcmMomp, KOHCYIbmMayus) 6paia-2eHemuKa NepeuyHblil U NOGMOPHDBILII.

° Pexomenayercst oOmmii (KIMHUYECKUI) aHATU3 KPOBU, aHAIU3 KPOBU OMOXMMHUYECKUN
oO1ieTepaneBTUUECKHIA (uccnenoBanue aKTUBHOCTH allaHMHAMUHOTpaHc(epasbl,
acrmapTataMHUHOTpaHc(epasbl, raMMa-TITyTaMHITpaHC(epasbl, JJaKTATACTHIPOr€HA3bl, IETOYHON
docdaraspl, KpeaTHHKMHA3BI B KPOBH, HCCIICIOBAHUE YPOBHS KpeaTHHUHA B KPOBH) IMAIIUEHTAM C
noiuHeponaTuei ¢ uenbio auddepeHInanTbHON JUarHOCTUKY U CBOEBPEMEHHOTO BBISIBJICHHS
MaTOJOTUYECKUX U3MEHEeHUH [81].

YpoBeHb yoenuteabHocTH pekoMenanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 4)

KommenTapuu: Jupgepenyuanvuoiii ouacnos npeocmasnen 6 Ipunooxcenuu I'l. Ilo xnunuxo-
AHAMHeCMUYecKUM  NOKA3AHUSAM  CHUCOK — OONOJHUMENbHBIX  1aO0pAMOpPHbIX  Memooo8
0bcnedosanus modcem bvimov pacuiuper. Hccrnedosanus nposoodam npu ouacHocmuke u oajee 8
ounamuxe He pexce 1 paza 6 6 mecsayes unu wawje, npu HEOOXOOUMOCMU.

° PexoMenayercsi McCieOBaHUE YPOBHS TIIFOKO3BI, TIUMKMPOBAHHOTO T'eMOTJIOOMHA M
ompezeneHue ypoBHs BuTamMuHa B12 (nmaHokoOanaMuH) B KPOBH MallMEHTaM C KIMHUYECKUM
[OJI03pEHHEM Ha MOJUHEWPOIaTHIO ¢ 1eNbio AuddepeHinanbHoi auarnocTuku Mexay ATTR-
[TH u npyruMu 9acThIMU XPOHUYIECKIUMHE TIOJTMHEHPOIIATHSIMH (B IIEPBYIO 0OYEPE/Tb TUAOCTHUICCKOM
u B12-nedunurHoit) [4, 84-90].

YpoBeHb yoennTeabHOCTH pekoMeHaanuii C (ypoBeHb I0CTOBEPHOCTH T0KA3aTEJbCTB — 4).
Kommenrtapuu: ATTR-IIH xaunuuecku modicem umumuposams ouabemuyeckyro u opyeue
Memabonuvecku 00yclosleHHble NoauHeuponamuu. B KiuHuveckux —uccne0oéaHusx u
ouaenocmuyeckux aneopummax ATTR-ITH pymunno uckatouarom caxapuulii ouabem u oepuyum
sumamuna B12, ymo ob6ocHosvieaem npogedeHue YKA3AHHbIX 1aOOPAMOPHBIX UCCIe008AHUL Y
nayueHmos ¢ nodo3peHuem na oannoe 3abonesanue [4, 84-90].

° Pexomenayercst HcclIeOBaHUE YPOBHS XOJECTEpUHA, TPUTIHIIEPUIOB, MOYEBOU
KUCJIOTHl B KpoBHM mamueHtam c¢ nogo3peHueM Ha ATTR-IIH ¢ uenbio CBOEBpEMEHHOTO
BBISIBIICHUS MATOJOTHUYECKUX m3MeHeHui [30].

YpoBeHb yoenuTeJbHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTENbCTB — 4)
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KomMmenTapuii: no wmepe npozpeccuposanusi nopajfcenusi no4ex Modicem Ommeyamvcsl
Hapacmauue yposHel mpueiuyepuoos, 00ule2o xoiecmeputd, Mo4esol KUCI0mbl 8 KPOSU.

° Pexomenayercst mnpoBeneHue o0mero (KIMHUYECKOTO) aHall3a MOYH, OIpEIesICHUE
anb0yMHUHAa B MOYE, UCCIEJOBAaHUE YPOBHS KpEaTHHHWHA B KPOBUM M MOYE BCEM MALUEHTAM C
nporpeccupytoiieid nonuneponatuert u nogospenueM Ha ATTR-IIH ¢ nenbio uckimoueHus
COITYTCTBYIOIIETO mopaxkenus mouek [1-5, 30].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)
KommenTapuii: muxpoanvOymunypusi — pannuil npusnak nopasxcenusi novex npu ATTR-IIH,
npeocmasnsiem  cobot I cmaduro  amunouonou  Hegpponamuu. B 32-36%  cayuaes
MUKpoanvoymunypus npeowecmeyem passumuto [IHII y 6eccumnmomuulx  Hocumerneti
Namo2eHHOU Mymayuu, 8 mo pems Kax y nayuenmos c pazeusuteticsi IIHII muxkpoano6ymunypus
ecmpeuaemcsi 8 78% cayuaes. Ilpu npoepeccuposanuu 6one3snu 6 0owem (KIunuuecKkom) anaiuse
Mouu eviaeisemcs npomeunypus. K ocobennocmsam amunouoosa novex OmMHOCAM peoKoCmb
pazsumus cemamypuu u netikoyumypuu [30]. Hccnedosanus npogoosam npu ouazHocmuxe u oajee
6 OuHamuxe He pedxce 1 paza 6 6 mecayes unu yawje, npu HEOOXOOUMOCMU.

o PexoMenayercsi  onpeielieHHE  COOTHOIIEHHMSI  OCNKOBBIX  (pakuuii  MeToaoM
anekTpodopesa (uccienoBanue OETKOBBIX (pakiMii B KPOBH METOAOM 3JeKTpodopesa,
MCCIIEIOBAaHNE MOHOKIOHAJIBHOCTH JIETKHX IIeTleil WMMYHOTTIOOYIMHOB B KPOBH METOJIOM
UMMYHO(UKCAIUU, UCCIEA0BaHNE MOHOKJIOHAJIHHOCTH MMMYHOTJIOOYJIHMHOB B KPOBH METOJIOM
MMMYHO(UKCAllUK) MalUeHTaM C MPOrpecCUpyIollel MoJuHeHponaTHed U IMOJA03pEHHEM Ha
ATTR-ITH ¢ nuddepenunanbHO-AMarHOCTUYECKON Lenblo U i uckiroueHust AL-amunonnosa
[1-5].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuii: npu 6visigieHuu MOHOKIOHANLHOU CeKpeyuu U HAIuduu JaecKux yenet
UMMYHO2TI00YIUHO8 nayuenmy mpebdyemcs npuem (0cMomp, KOHCYIbMAYUst) 6pava-2emMamonod
nepeudHblL.

° Pexomenayercst uccienoBanue ypoBHs TpornoHHHOB I, T B kpoBu, N-TepMuHAIBHOTO
dbparmenTa HaTpuitypeTudeckoro nponentuaa mo3roporo (NT-proBNP) B kpoBu mammeHTam c
noareepkieHHbIM auarHo3oM ATTR-ITH ¢ nenbto onienku nporpeccupoBanus 3adboneBanus [1-
5, 81].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
KommeHnTapuii: ounamuueckuti KOHmponb ypoeHs KpeamuHuHa 8 KpOoU, MUKPOALbOYMUHYPUU
ABNACMCA  BANCHBIM NPOSHOCMUYECKUM (DAKMOPOM OYEHKU NpOcpeccUpo8aHus amMuloOUOHOL
negpponamuu u ATTR-IIH 6 yenom. Junamuueckuti KOHMpOab YPOBHSI CePOEUHbIX MPONOHUHOE |,
T 6 kposu u xrouyeHmpayuu Hamputiypemuyeckux nenmuoos (NT-proBNP) sensemcs

1a0OPAMOPHLIM MAPKEPOM OUEHKU NPOSPECCUPOBAHUS AMUTIOUOHOU KAPOUOMUONAMUU NpU
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ATTR-IIH. Hccredosanusi nposoodsm npu nep8uyHol OuasHocmuke u oaiee 8 OUHAMUKe He pedice
1 pasza 6 6 mecayes unu yawe, npu HeOOXOOUMOCMU.

2.4 HNHCTpYMEHTAJIbHBIE JHATHOCTHYECKHE MCCIeI0BAHMS

° PexoMenayeTcsi MpoBEACHUE IEKTPOMUOTPA()UU CTUMYISIIMOHHON mepudepuyecKux
HEpPBOB (ANIeKTpoMHOTrpadusi CTUMYIALMOHHASA (OAWH HEPB)) MAIMEHTaM C MPOTPECCHPYONIEH
nosmHeponatued u nogo3peHrueM Ha ATTR-IIH ¢ menpio yrodHeHHS YpOBHS MOPaKCHUS
nepuepuIecKoro HeHpPo-MOTOPHOTO ariapara, OPeICICHUs XapaKTepa MOBPEXKICHHSI HEPBHBIX
BoJIoKOH [1-5, 31].

YpoBeHnb yoenurensHocTu pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KomMmenTapuu: ucciredosanue npogoosam, Kaxk MUHUMYM, OJis Cle0yrwWux nepughepuieckux
nepeos: n. medianus, n. ulnaris, n. tibialis, n. peroneus, n. suralis. O6s3amenvro nposedenue
INEKMPOMUOSPAPUU CIMUMYTAYUOHHOU MOMOPHBIX U CEHCOPHBIX 80JIOKOH HEPBO8, ) OONIbHbIX
ATTR-IIH uacmo eviasraiomcs SHMI -npuznaku cunopoma KapnaibHo20 KaHala 00bIYHO C 08YX
cmopoH, pezyiomamul DHMI -uccredosanus nepugpepuueckux Hepeos 8 60IbUUHCMEE CyYaes
OMHOCAMCSA K AKCOHAILHOMY MUNY NOPANCEeHUS, OJisi KOMOPO2O XAPAKMEPHbL HUZKUE aMIIUNYObl
MOMOPHBIX U CEHCOPHBIX OMBEMO8 NPU HOPMALbHBIX 8ENUYUHAX JAMEHMHOCMeEU MOMOPHbIX U
CEHCOPHBIX OMBemos, d MAakKice CKOpocmel pacnpocmpanenus 6030yixcoeHus. Bo epems
npogedenus DHMI memnepamypa xodtcu OONHCHA NOOOEPAHCUBAMBCA 8 001ACmU NAOOHU HA
yposHe He Hudice 33 C* u HapyacHou n100widcku He Hudice 30 C°. Cnedyem nomHums, 4mo QyHKyuo
MOHKUX Hepeuvlx 60oaokoH IHMI -ucciedosanue ne oyenusaem. Jna oyenku @QyHKyuu
6e2eMaAMUBHLIX HEPEHBIX BOJIOKOH AHATUUPYIOM 6apuaberbHocmy pumma cepoya u/ uiu
npo6oosim  KOMNJEKCHOe  gecemamusHoe  Kapouomecmupoeéanue  no  D.  Ewing
(eunepsenmunsyuonnas, opmocmamuueckas npoba, npoba Banvcanvevi, npoba ¢ 2nyboKum
VAPABAsieMbIM ObIXAHUEM, NPOOA C UZOMEMPUYECKUM HANPAANCEHUEM), 6e2eMAMUBHbIE 8bI36AHHbIE
nomenyuanvt  (A05.24.002  pecucmpayusi  COMAMOCEHCOPHBIX — BbI36AHHBIX  NOMEHYUALOB
08UcAMENbHBIX HEPBOE), KoauuecmeenHoe cencoproe mecmuposanue (A01.24.004 uccreoosanue
YY8CMBUMENLHOU U O8ULAMENbHOU Cepbl NPU NAMOA0UU NePUPepUYecKoll HEPEHOU CUCTHEMbL),
MUIM mecm, KOHQOKANbHAS MUKPOCKONUSL PO2OBULDL.

° PexoMenayercsi IpoBeieHNE MarHUTHO-PE30HAHCHON TOMOTpaduu TOJIOBHOTO MO3Ta C
KOHTPAaCTUPOBAHUEM IAllMEHTAM C IPOTPECCUPYIOLIEH IMOJUHEHPONaTHe M MOJO3PEHHEM Ha
ATTR-IIH npu Hanmuyuu COMYTCTBYIOUIMX KIMHUYECKUX Mpu3HakoB mnopaxenus LIHC c
JMAarHOCTUYECKOU 1 I depeHInanbHO-IMarHOCTHYECKOH Henblo [5].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
° Pexomennyercs MPOBE/ICHUE AJIEKTpOKapArOTpaduu (perucTparnus
AIIEKTPOKAPIUOTPAMMBI), 3XOKapaAUOTrpaduu TpaHCTOPAKaIbHOW MAIlMEHTaM C MOJ03PECHUEM Ha

ATTR-ITH c uenbo UCKIIOUEHUST aMUIIOUIHOM KapauomuonaTuu [37, 38]
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YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 4)
KommenTapum:

na amunouonotl kapouomuonamuy XapaxkmepHul cedyrouue U3sMeHeHus.

- npu IKI" — necoomeemcmaue mexncoy 801bMAaANCOM (HUSKUL 8ONbMAMNC) U MACCOU MUOKAPOA
(cunepmpoghus); ncesooungapxmuvie UMeHeHUs, HAPYUIeHUs cepOeyHo20 pumma (Haubonee
YaCMbIM NPOSABIEHUECM ABTIAEMCA PUOPUTLTAYUS NPeOCcepOUll);, HapYueHUs NPOBOOUMOCTU

- npu OXO-KI' — evlpadceHnoe HeoObsCHUMOe OUBCHMPUKYIAPHOE YMOIWEHUe CMEHOK,
YmoaweHue CmenKu 1e6020 Hcenyoouxa >12 mm (npu omcymemeuu anamue3a 2UnepmoHuUdecKo
Oone3nu, cunepmpoguueckol KapouoMuonamuu, « CHOpMuUBHO20 cepoya» u Opyeux COCMosHULL);
VMepeHHbIl 8bINOM 8 nepukapoe; OUBeHMPUKYIAPHAA 2unepmpo@us u ymoaujeHue KianaHos
cepoya; ¢henomen “apical sparing” (coxpanenue npooonbHOU degpopmayuu 8 061ACU 8EPXYUIKU
C OOHOBDEMEHHbIM 3HAYUMbBIM YMEHbUEHUeM OaHHO20 nokazamens 6 0a3anlbHblX O0mOoendx);
ounamayus 1e6020 npedcepous, HuzKkuti epaouenm npu low flow aopmanvhom cmenosze;
COKpamumenvHas CnoCOOHOCHb MUOKAPOA 118020 JHCellyO00YKA MOdHCem OblMb KAK COXPAHEHHOU,
MAaK U CHUNCEHHOU

° Pexomenayercs mpoBeieHNE CHUHTUTPAUU MUOKAp/1a MAIMEHTaM C ITOATBEPKICHHBIM
nuarHozoM ATTR-ITH ¢ nenbto BoisiBaeHus npuszHakoB ATTR-kapauomuonatiu u npoBeieHus
nudepeHIMaIbHON THarHOCTUKY aMIJIOMIHOTO opaxkenus muokapaa [91-93].

YpoBeHb yoeIUTeILHOCTH PeKOMeHIaluii A (YPOBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 1)
KommenTapuu: onsa 6viasnienus amuiouono2o nopasxcenuss muoxapoa y nayuenmose XCH co
CHUMICEHHOU  (ppakyuell 8bl0poca UCNOL3YIOM O0CMeomponHslie paouogapmayesmuieckKue
npenapamul (epynnor coedunenus mexweyuss (99mTc) (ATX: V09BA) [91-93, 99-102]. Dmo
30n0moti  cmanoapm  HeungazusHou  ouacHocmuxku — ATTR-kapouomuonamuu. Hoepnas
cyunmuepagus ¢ ucnoavzosanuem coeounenuit mexueyus (99mTc) (ATX: VO9BA)
O0eMOHCIMPUPYEm XapaKmepHy0 KapmuHy NO2IOWeHUs 8 MUokapoe npu Hawuyuu amuiouda [4,
34-38, 73-79].

° Pexkomenayercsi yIbTpa3ByKOBOE HUCCIIEIOBAHUE TOUYEK MPU KIMHHUYECKOM MOI03PEHHUH
Ha ATTR-ITH ¢ nensro nuddepeHnnansHoi THarHoCTUKY aMIIONIHOH HedponaTuu [94, 95].
YpoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 4)
° Pexomenayercst CriMHTHTPA(Hs MOYEK W MOUYEBBLICITUTEIIEHON CHCTEMBI TAIUCHTaM C
noareepkaeHHbIM auarHo3oM ATTR-ITH ¢ nenbio uckiIroYeHns aMIIIONIHON HedponaTuu [94,
95].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 4)
° PexoMeHnayetcsi ipoBeicHHE 330(haroracTpoayoA€HOCKONMK ¢ OUOTICHEH CIIM3UCTON U
MOJICTTU3UCTON 00OJIOUKH ABCHAIIATUTIEPCTHON KUIITKY (OMOTICHSI TBEHAAATUTIEPCTHOMN KHUIIIKH C

IIOMOIIBIO OHJOCKOIINH, IaToJIOro-aHaTOMHUYCCKOC HUCCICIOBAaHUC OMOIICUIHOTO
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(omepanMoOHHOT0) MaTepuasia JIBEHAAATUIIEPCTHON KUIIKU C IPUMEHEHUEM T'MCTOXUMUYECKUX
METOJIOB) TAIMEHTAaM C MMPOrPECCUPYIOIICH MOMHEHPOaTHEH M COMYTCTBYIOIIMM HAPYIICHUEM
dbyakuun XKT, npu nono3pennn va ATTR-ITH, HO oTpuniarensHOM pe3yiabTaTe MOJICKYJISPHO-
TEHETUYECKOTO MCCIEN0BaHusl (OTCYTCTBUE Kay3aTHUBHBIX BapuaHTOB B reHe 17R), ¢ LIEIbIO
OOHapyXeHHsI OTJIOKEHUN aMWIouJa W MOATBEPXKACHUS JMarHo3a aMHWJION/103a, BbISBICHUS
JIMKOTO TUIIA TPAHCTUPETUHOBOTO amuiion103a [1-5].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KommenTapum: wuem  cneyugpuueckux Kpumepues 015 JHMepOnamuu,  00YCl08IeHHOU
amunoudosom: npu cmanoapmusix oocredosanusx KKT (penmeenocpagus/ komnviomepnas
momozcpagus opeanos OPIOWHOU NONOCMU, KOJIOHOCKONUS/230¢ha202acmpodyo0enoCcKonus)
NAMOCHOMOHUYHBIX UBMEHeHUll He e@vlasisiemcsa. B omou ceasu mpebyemcs nposedenue
Mopghonoeuuecko2o uccied08anus (QONOIHUMENbHAS UHPOPMAYUsL HUICe).

° Pexomenayercst  onpeleneHHe — pEeTUHAJBHOM  OCTPOTHI  3pEHMs, IMPOBEACHUE
OMOMHUKpPOCKONHH TJa3a M TIA3HOTO AHA, O(TaIbMOTOHOMETPUHU, CTATHUECKON NEpUMETPHH
W/WIM KOMITBIOTEPHOM MEepUMETPUU TNAalleHTaM C MPOrpecCHpYIONIel MoIuHeWponaTuen u
COIYTCTBYIOILMMHU 3PUTEIbHBIMU HapylleHusMu, npu noao3peHun Ha ATTR-IIH c unensto
UCKJTFOUCHHS MOPAKCHUS TJ1a3, XapaKTepHBIX JijIs 3a0oneBanus [ 1-5, 40, 41].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
° Pexomenayercs MIPOBE/ICHHE aNeKTpokapauorpadumu, sxoKapauorpadun
TPaHCTOpPAKaJIbHOM ManueHTam ¢ NoATBepKIeHHBIM auarHo3oM ATTR-IIH ¢ menbro oneHku
nporpeccupoBanus 3aboneBanus [1-5, 42, 78, 80].

YpoBeHb yoenuteabHocTH pekoMenaanuii C (YpoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 4)
KommenTapuii: uccrnedosanuii npogooam npu nepsuuHol OuazHocmuke u oanee 8 OUHaAMuKe He
pexce 1 paza 6 6 mecayes. [[unamuueckuii KOHMPONb DYHKYUU CEpOYa ABNAEMCs GANCHBIM
NPOCHOCMUYECKUM (DAKMOPOM OYEHKU NPO2SPecCUpO8anus AMUIOUOHOU KAPOUOMUONAMUYU NpU
ATTR-IIH. Ilosénrenue npuznaxkos amuioudHou kapouomuonamuu y nayuenmos ¢ ATTR-I1H 6e3
pamee BblAGIEHHBIX KAPOUAILHBIX USMEHEHUIl daem npaso nepecmompa 003vl magamuouca Ois
npogedeHus cneyuguueckou mepanuu.

° He pexomenayercs mpoBe/ieHuEe OMOTICUM OPTaHOB M TKaHEW MaIl[UeHTaM C IOCTOBEPHBIM
nuarao3oM ATTR-ITH, noaTBepskaeHHBIM MOJIEKYIISIPHO-TeHETHYECKUM MeTo oM [ 1-5].
YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
° Pexomenayercsi mpoBeeHHe OUMOTICHH TMOJKOXKHOTO KHMpa MEpPEAHEH CTEHKH >KUBOTA
(Obuoricrs KOXKHW) WM OMOTICHH CITFOHHOM KeJIe3bl UM OMOIICHH JIBEHAIIATUTIEPCTHON KHUIIKU C
MOMOUIbIO AHAOCKONMHM MWK OHOICHSA MPSAMONW KHUIIKH C TOMOIIBIO BHUACOIHIOCKOMHMYECKUX
TEXHOJIOTHI i Ouorncus neprudepuaeckoro HepBa UM OMOIICHS KapIiaabHOW CBSI3KH MAIllHeHTaM

C INPOTPECCUPYIOICH MOJIMHEUPONATUEd W CUCTEMHBIMH COMATUYECKUMM HapYLICHUSMU IIPU
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OTPULIATEIBHOM MOJIEKYJIIPHO-TEHETUYECKOM HCCIIEOBaHMM TI'eHa [ TR, mpu nmoxo3peHuH Ha
ATTR-ITH c uenpro 06HApYXEHHS OTJIIOKEHUN aMIIION/ 1A, BepU(DHUKAIIUN «TUKOTO THIIay 00Ie3HN
WK TIOATBEP:KICHHS JPYTroro THIa CHCTEMHOro ammitonao3a [1-5, 10, 11, 43, 44].

YpoBeHb yoenuTelbHOCTH pekoMenanuii C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
Kommenrtapuii: camoii ungopmamuenou sgnsemcs oduoncus nopaxcennozo opeana. Ooumaxo
VUUmMbl8as CUCMEeMHOCMb OAHHO20 3a00/1e8aHUS PAYUOHATLHO UCNOIb308AMb OOCHYNHblIe MKAHU
OJisl BbIABNEHUSA AMUNOUOHBIX OMJIONCEHUN MOPONo2UYecKU, MAKUX KAK KONHCA U IHCUPOBASL
Kiemyamrka nepeouel  OpIOWHOU  CMEHKU, CAUSUCMAs U  NOOCIU3UCMAs  00010YKa
08eHadyamunepcmHou U NPAMOU KUwKu, citoHnsle dxcenesvl. C yenvio 8biAeNeHUs aMuiouoa npu
Mopghoniocuteckom UCcied08anuu HeodX00UMO OKpAWU8aHUue NPenapamos mKaHu Kpacumenem
KOH20 KpACHbIll ¢ nociedyrouell MUKpoCcKonuelu 8 noasapusoeannom ceeme. OKOHYAmMeNbHbil
O0UAzcHO3 YCMAaHAaIUBaom npu GblaeleHUuU KOH2OQDUNbHBIX Macc, 001a0aouwux cnocoOHOCMbIO K
AONIOUHO-3€ICHOMY — UU  HCEIMOBAMOMY  CBEYEHUI0 8  NOAAPU308aHHOM  ceeme. J[ns
ougpgpepenyuanvroti ouacnocmuxu AA-amunouooza om AL- u TTP-amunoudoza naubonee
UHGDOPMAMUBHBIM MEMOOOM ABNIAEMC MUNUPOBAHUE AMUTOUOA NPU UMMYHOSUCTHOXUMUYECKOM
uccneooganuu. I1ockonbKy HeKomopbvle aHMUCLLBOPOMKU MO2YIM 0A8aAMb NepeKpecmuble peaKyuu
C PAasHbIMU MUNAMU  aMUIOUOA, UCCIe008aHUe UYenecoobpasHo nposooums ¢ MNAHENbIO
AHMUCLIBOPOMOK.  [[1s1  Hecneyuanu3uposanHvlx CMayuoHapo8 uyenecooopasHo npumMeHeHue
nanenu aHmuculeopomok Kk SAA, pazuvim munam msajcenvix yeneti UMMYHO2LI00YIUHO8, JIecKUM
Yensam UMMYHO2NI00YIUHO8 A U K, MPAHCMUPEMUHY, uOPUHOSEH).

2.5. nble AUATHOCTHYECCKHEC UCCJICI0BAHUSA

° Pexomenayercst mpueM (OCMOTp, KOHCYJIbTAlMsI) Bpaya-TeHETHKa TEPBUYHBIA H
NOBTOpHBIN nanueHtaM ¢ noao3penreM Ha ATTR-IIH c¢ uenpro onpeneneHus onTUMaibHOTO
00beMa U TAKTUKH MOJEKYJSIPHO-TEHETHYECKUX HCCIIEIOBAHUM, UHTEPIPETAIIMN TTOJTYYCHHBIX
pe3yJIbTaTOB, IPOBEACHUS MEIUKO-TCHETHIECKOTO KOHCYIbTUPOBaHUs ceMbH [ 1-5].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTEJILCTB — 5)
KommenTapuii: npuem (ocmomp, xoncynomayus) epaua-ceHemuxa Ha smane OUASHOCHMUKU
Heobxoouma Onsi onpedenenusi maxmuxu J[HK-Ouacnocmuku u nocnedyioweu KoppeKxmHou
uHmepnpemayuy  pe3yIbmamos MONEKYIAPHO-2eHeMUYECKUX —UCCIe008aHUll,  OnpedeieHs]
2eHeMUYEeCKUX PUCKOB 8 CeMbe.

° Pexomenayercsi mpueM (OCMOTp, KOHCYJbTAlMsl) Bpaya-HEBPOJIOTa MEPBUYHBIN U
MOBTOPHBIN, MPU HEOOXOAUMOCTH, BCEM MAIEHTaM C MPOTPecCUpYIoIel oTuHeponaTuei, a
TaKXke C APYTMMH CHUMIITOMaMH, OpH kKiuHuueckom mnoao3peHuu Ha ATTR-IIH, c¢ nensio
obcte0BaHus 1 poBeaeHus auddepeHInanbHON AMarHoCTHKH [ 1-5].

YpoBeHnb yoenutensHocTn pekoMenaanuii C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
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° Pexomenayercsi npueM (OCMOTp, KOHCYJIbTAllMsl) Bpaya-KapAUOJOTra MEpPBUYHBIN U
MOBTOPHBIN, MPpU HEOOXOMMMOCTH, BceM marueHTaM npu nogo3pennn Ha ATTR-ITH ¢ nensio
CBOEBPEMECHHOTO BBISBJICHUS MOPAKEHUN CEPCUHO-COCYAUCTO cuctemsl [ 1-5].

YpoBeHnb yoenurenasHocTu pekoMenanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KomMmeHTapum: ocoboe gHuMaHue cmoum yoeisims C80€6PEMEHHOM) BbIAGIEHUI) AMUIOUOHOU
KapOuoMuonamuu.

° Pexomenayercst mpuem (OCMOTp, KOHCYNbTallMs) Bpada-Hedposjora MNEPBUYUHBIN U
MOBTOPHBIN, NMPU HEOOXOJUMOCTH, BceM manueHTtaMm npu nogo3penunn Ha ATTR-ITH ¢ nensio
CBOEBPEMCHHOTO BBISBIICHUSI TOPaKEHUH mouek [ 1-5].

YpoBeHb yoenuTeabHoCTH pexkoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Kommenrtapuu: ona ATTR-Hegpponamuu ceouicmeeHHO NOIMaAnHoe npocpeccuposanue ¢
nosAGIeHUs.  MUKPOATbOYMUHYPULU, npomeurypuu, C  nocneoylowum — HapyuieHuem
KOHYEHMPAYUOHHOU (DYHKYUU, NOGLIULEHUEM YPOBHS KPEAMUHUHA U pA36UMUeM MepMUHANIbHOU
noueunou Hedocmamounocmu. CeoespemenHoe gvlasiieHue Hepponamuu mak#ce 8aHCHO C Yerbto
obecneueHus ONMUMAIbHOL KOppeKyuu gapmaxomepanuu ¢ y4emom 6bloeiumenbHou QyHKyuu
nouex [4]. Ilpu noomeepoicoenuu 3ab601e6anusi U HATUYUU CUMAMOMO8 npuem (ocmomp,
KOHCYIbmayust) epava-regponoea neobxoouma ne pesice 1 paza 6 6 mecsyes [30].

° PexoMenayercs mpreM (OCMOTpP, KOHCYJIbTALMs) Bpaya-racTpoIHTEPOJIora NEpBUYHBIN U
HOBTOPHBIN, MPU HEOOXOJUMOCTH, BceM manueHTaM npu nogo3penun Ha ATTR-ITH ¢ unensro
CBOeBpeMeHHOT0 BhIsiBiieHUs mopakenus JKKT [1-5].

YpoBeHb yoenureqabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
° Pexomenayercst mpuem (OCMOTp, KOHCYNbTaIMsl) Bpada-opTalbMOJIOTa MEPBUYHBIA U
HOBTOPHBIN, NMPU HEOOXOJUMOCTH, BceM manueHTaM npu nojgo3peHur Ha ATTR-ITH ¢ unensto
BBISIBJICHUS TOPAKEHUsI OpraHoB 3penus [ 1-5].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
° Pexomenayercst mpueM (OCMOTp, KOHCYIbTallMsl) Bpada-TeparneBTa MEPBUYHBIA H
MOBTOPHBIN, NMPU HEOOXOJMMOCTH, HAIMEHTaM, UMEIOIIUM COIMYTCTBYIOLIHME COMAaTHYECKUMHU
HapymeHusamu, npu nojgo3penn Ha ATTR-IIH ¢ nenbio onpeaeneHus CHCTEMHOTO OPaXKEHUS
opranoB u cucrem [1-5].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
° Pexomenayercst  mpoBOAUTh  AUPQPEpEeHIUANbHYI0  TUATHOCTUKY C  APYTUMHU
HEBPOJIOTUYECKUMH 3a0oyieBaHUsAMH TaiumeHTam ¢ mnono3pernem Ha ATTR-IIH ¢ uensio
yTOYHEHHSs auartnosa [1-5].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)

KommenTapuu: ouggepenyuanvruas ouacnocmuka yxazana 6 Ipunosxcenuu A3.
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3. JleyeHue, BKJIKOYAS MeAUKAMEHTO3HYI0 U HeMeIUKAMEHTO3HYI0 Tepamnum,
AUETOTEePANNIO, 00e300,1MBaHUeE, MeIUINHCKHEe NOKA3aHUA |

NMPOTUBONOKA3aHUA K IPUMCHCHUIO METOA0B JICUCHHUA

3.1 IlaToreHeTnuyecKasa MeIMKAMEHTO3HAN Tepanus

I ATTR-IIH paspabomana namoeenemuueckas mepanus. B nacmoswuit momenm ¢ PD

oocmyntvl mpu memooa [1-5]:

*  nepopanvHblll NONHCU3HEHHbLU npuem npenapama Tagamuouc

*  NOJMCUBHEHHDIU npuem npenapama INjioHMepcer 8 ude CamoCmosmenbHblX NOOKOHCHBIX

UHBEKYULL C NOMOUBIO ABMOMAMUYECKOU WNPUY-DYUKU

*  mpaHcniaHmayus nedenu
o Pexomenayercss mnpuem (OCMOTp, KOHCYNIbTallMs) Bpada-HEBPOJIOTa IEPBUYHBIA U
MOBTOPHBIN BCEM MalMEHTaM C MOATBepkAeHHbIM quarHozoM ATTR-ITH, ¢ nenpio HazHaueHus
MaTOT€HETHYECKOW TePaiK U TIOCIEAYIOMIET0 KOHTPOIIS ee d3PPEKTUBHOCTH U Oe3onacHoCTH [ 1-
5].
KommenTapmii: 6cem nayuenmam ¢ noomeepocoennvim ouacnozom ATTR-IIH neob6xo0umo
nPOBOOUNMb OYEHKY MAHCECMU HEBPONAMUYECKUX HAPYWEHUL C KOHMPOIbHOU OYEHKOU KadXCOble
6 mecsyes ¢ yenvio koppekyuu npogooumoi mepanuu [96]. Yeeruuenue pesyromama oyenxu na
7-16 nynkmos 2osopum 06 yXyouieHuu cOCMoAHUS NayueHma u HeoOXo0UMOCmU nepecmompa
mexyuet mepanuu [96].
YpoBeHb yoenureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
° Pexomenayercss HasHaueHue mnpenapara NO7XX08 Tadamuauc Bcem mnanueHTam ¢
MOATBEPKICHHBIM MOJIEKYJIIPHO-TeHETHUYeCKUM MeToaoM auarHo3oM ATTR-IIH wa 1, 2 u 3
cTagusx OOJIe3HU MEPOpaNbHO B CyTOUHOW 03¢ 20 Mr, BHE 3aBUCHUMOCTU OT MpUEeMa MUIIH B
MOJJIEPKUBAIOIIEM HETIPEPHIBHOM MOKU3HEHHOM pEXHME MPHEMa, C 1IeJbI0 aTOreHETHUECKOM
tepanuu [45-51, 82].
YpoBeHb yoenuTeJIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 2)
KommenTapmii: Tagamuduc asisemcs namozenemuueckum npenapamom oas mepanuu ATTR-
IIH. Tagamuouc 3ameonsiem npozpeccuposanue OONE3HU NYMeEM CENeKMUBHO20 CEA3bIBANHUSL C
mupokcurcesazvleaowum cavimom oeaxa TTP u cmabunuzayuu mempamepa TTP kax ouxozo, max
u mymanmuozco munos. Iloocomosku k mepanuu u OONOIHUMENbHO20 00CIe008aHUS Nepeo
HA4aIoM NedeHus He mpeoyemcs.
° Pexomenayercsi HasHadueHue mnpernapata NO7XXO08 Tadamumguc BceM mnanueHTaMm ¢
MOATBEPKICHHBIM MOJICKYJISIPHO-TeHeTHUYeCKUM MeTooM ararno3zoM ATTR-ITH, nu6o ¢ «iukum
TUIIOM» TPAHCTUPETHHOBOTO aMWiIouao3a, Ha 1, 2 m 3 craguax OOJe3HH, C HAINYHEM
COILyTCTBYIOILIEH aMUJIOUTHON KapIHMOMUOIIAaTUH, IIOATBEPKICHHON KJIIMHUKO-

WHCTPYMEHTAJIbHBIMA METOJAaMH, B CYTOYHOM 103¢ 61 Mr mepopaibHO (cooTBeTcTByeT 80 MT
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tadhaMuca METTIOMHHA), BHE 3aBUCUMOCTH OT TMpUEMa MUIIH, B MOAIEPKUBAIOIIEM
HETPEPHIBHOM MMOKU3HEHHOM PEKHUME MPHEMA, C IICITbI0 TAaTOreHeTHYEeCKOi Tepanuu [52-59, 82].
YpoBeHb yoeauTeIbHOCTH peKoMeHaanuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2)
Hanuyue xapouomuonamuu y nayuenma c ATTR-IIH mpebyem Hasznauenuss npenapama
Tagamuouc 6 0oze umenno 61 me 68udy moezo, umo 0o3a 20 me CyujeCmeeHHO20 GIUAHUSL HA
Kapouono2uyecKue CUMnmoMmyvl He okasvieaem. Ilpu smom kapouanvuas namosno2us s6/1s1emcs
OCHOBHBIM (DAKMOPOM, O2PAHUYUBAIOUSUM NPOOOIANCUMENTLHOCMb dHcuzHu nayuenmos ¢ ATTR-TTH
U «OUKUM MUNOM» MPAHCIUPEMUHOB020 AMUTIOUA03A.

o Pexomenayercst HazHaueHUe Mpernapara JIUIOHTEPCEH MAlMEHTaM C IOATBEP)KICHHBIM
MOJIEKYJISIpHO-TeHeTHYeckuM MeTojoM auarHozoM ATTR-IIH na 1, 2 u 3 cragusax Oone3nu
MOJKOXHO 45 Mr OoAMH pa3 B Mecsl] B HEMPEPHIBHOM pEXHUME MpHUeMa i CHIDKEHUS
HPOrPECCUPOBAHMUS TIOJIMHEHPONIATHH U YITyUIlICHHsI KadecTBa xu3uu [2, 96-98].

YpoBeHb yoeIuTeIbHOCTH peKoOMeH1auuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEILCTB — 3)
KommenTapwuii: coenacrho xnunuueckum pexomenoayusim Medcoynapoonozo obwecmsa no
amunoudosy, nayuenmam ¢ ATTR-ITH na I u 2 cmaousx 6onesHu Ha3Hauaromces npeocmasument
knacca cainencepos (ATX NO7XX I[lpouue npenapamei O aeueHusi 3a001e8aHULL HEPEHOIU
cucmemvl) 8 COOMBEMCMBUU PeUleHUEeM Jledaye2o 8paid U JTOKALbHbIMU 3AKOHOOAMENbHbIMU
ooxymenmamu [73]. Ilpenapam Onionmepcen aensemcs npedcmasumesiemM K1Acca CAllleHcepos,
Komopwill 3apezucmpuposarn 6 P® ona mepanuu e3pocivix nayuenmos c¢ ATTR-IIH [76].
Ilpenapam Onnonmepcen Oelicmgyem nymém OJNOKUPOBAHUS CUHME3d MPAHCMUPEMUHd Ha
yposne PHK, npeoomspawas obpazosanue amuiouod, Kak apuaHmHo2o, maxk u OuKo20 mund.
Onjionmepcen npuMeHsemcs y NAYUeHmos C PA3IUYHbIMU BAPUAHMAMU 2eHA U HA PA3HLIX
cmaousix 3a60ne6aHus, 8 MOM Uucie y NAYyUueHmos, paHee NOAYHABUIUX CMAOUTUIAOPDL.
IIpenapam obecneyusaem vipasxicenHoe yCmoudugoe CHUNCEHUE CblOPOMOYHOU KOHYEHMPAayuu
mpancmupemuna na ~80%. Ha ¢one mepanuu Inionmepcenom ommeuyaemcs 3amedieHue
npocpeccupo8anus MpaHcmupemuHo8ol amuiouOHOU NONUHEUPONAmuu Nno KOMHIEKCHbIM
HEeBPONI02UYeCKUM NOKA3AMeNsaM, a Makxdice YIyuuleHue noxkaszamenei Kaiecmeda HCU3HU. Y
nayuenmos HaoOI00Aemcs 3HAYUMOe 3aMedNeHUue NpPOSPecCcUpo8aHus HNOIUHEUPOnamuy no
Komnaekchomy noxasamento wkaiwl mNIS+7 u snauumoe ynyuuwienue nokazamenel Kauecmed
orcuznu no wkane Norfolk QOL-DN. Dnionmepcen npumensiiom 6 mom uucie y nayueHmos co
CMEUAHHbIM YeHOMUNoM 3a001e8anus (ROTUHEUPONamus U KapoOUuoMUonamus) 6 moil dxce 0ose,
Ymo u y NayueHmos ¢ mpaHcmupemuHosou noiunevponamuet. /lannvie 06 3¢gexmuenocmu
AHANIO2UYHOU 003bl Y NAYUEHMO8 ¢ MPAHCIMUPEMUHOB0U AMUIOUOHOU Kapouomuonamuei 8
OMHOWEHUY  CHUICEHUS  pPUCKA OMm  CepOeyHO-COCYOUCbIX — COOLIMULL  NPOOOAHCAIOM
HAKanIueamucsl.

3.2 Xupypruueckoe nNaToreHeTu4eckoe JeueHme
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° Pexomenayercsi TPOBOAUTH TPAHCILIAHTAIMIO TMEYEHU OPTOTOMHYECKYIO MAIUEHTaM C
noctoBepHbIM quarHo3zoM ATTR-ITH, moaTBepx 1€ HHBIM MOJIEKYJISIPHO-TEHETUYECKUM METOO0M,
B Bo3pacTe 10 50 yer, ¢ HeOOJbIION AIUTEIBHOCTHIO 3a00JIeBaHUs, HOPMAIbHBIM HHACKCOM
Macchl TeNa, TeHeTHdeckuM BapwanToM Val30Met, Ha 1 wim 2 craguu OOJIe3HH, C LEIBIO
naToreHeTrueckoro jgeucHus [60-65].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbLCTB — 4)
KommenTapuii: s¢ppexmusnocms memoda 3axnouaemcs 8 3amewjeHuu KiemoK HNeyeHu C
NAmoN02u4ecKuM 2eHOMUNOM, M.e. 8 UCKAI0YeHUU OCHOBHO20 UCMOYHUKA CUHME3d USMEHEHHO20
HecmabunvbHozo 6enka. Illokazano, umo obwas S5-1emuAA  bIHCUBAEMOCHb COCMABIAEM
npubausumensuo 100% ona nayuenmos c Val30Met eapuanmom u 59% 015 nayueHmos ¢ opy2umu
eeHemuyeckumu usmeHenusmu. OCHOBHLIMU NPUYUHAMU NOCMONEPAMUBHOU CMEPMHOCTU
aensomest  cepoeuno-cocyoucmole  coovimus  (29%) u  cenmuyemus (26%). Oonako
MPAHCRAAHMAYUS NeYeHu He Nnpeoomepawjaem npocpeccuposanue  Kapouoio2uieckux
paccmpoiicmé  (nekomopvim  nayuenmam ¢ He-Val30Met-sapuanmom u xapouomuonamuei
Modicem OblmMb NOKA3AHA KOMOUHUPOBAHHAS MPAHChaaHmayus nevenu u cepoya). Ilopasicenue
enas u LIHC makaice uacmo npozpeccupyem u/unu pazeueaemcs nociie mpaHchniaHmayuy neyetu,
HOCKOILKY NPOOONNCAEMCA TOKANbHBIU cuHme3 namoaocuieckozo TTP 6 snumenuu cemuamxu u
cocyoucmom cniemenuu mozea. Ilo pezynemamam Mupogozo pecucmpa mpancniaumayuu (n =
2044), 20-1emuss sviocusaemocmo nayuernmos ¢ ATTR-ITH cocmasuna 55,3%. Tpancnianmayus
neuenu 2¢gekmusna, HO umeem OONBLUWIOU NEpPeyeHb O2PAHUYEHUU, A MAKdICe pPA3HYIO
BbINHCUBAEMOCMb  NPU  PA3HBIX — 2eHemuyeckux  eapuaumax. Haunyywue  pesyromamor
docmuzaiomes 8 ciyyde, eciu npoyedypa Npo8ooUNdAct Y MON0O0bIX HAYUEHMO8, ¥ KOMOPbIX
bone3nv He docmuena 3 cmaouu.

° He pexoMeHayeTcsi IPOBOAUTH TPAHCILIAHTAIMIO MTEYCHH OPTOTOIMUYECKYIO TAIl[HCHTAM
¢ gnoctoBepHbIM auarHo3oM ATTR-IIH, noxarBepkaeHHbIM MOJEKYJISIPHO-TEHETHYECKUM
MeToqoM, crapuie 50 JeT, IIUTEeNbHBIM KaTamMHe30M Oonie3Hu (Oonbine 5 yer), Ha 3 craguu
3a00yIeBaHUsS TpU HATUYUM TsDKENoW monuHelpomatuu (3 cTaaus), OPTOCTATUYECKOM
TUIOTEH3UU, XPOHUYECKOHN cepieyHON HEJIOCTaTOYHOCTH, Y/uTnHeHus komiiekca QRS 6omnee 120
MC W YTOJICHUEM MEXKEITYJTOYKOBOU MEPETOPOAKH, C ICIBI0 MPEAOTBPAIICHUS YXYIIICHHUSI
COCTOSIHHS M TSDKEJIBIX HEXeJaTeNbHbIX siBjieHuii [1-5, 60-65].

YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 4)

3.3 CumMnToMaTnyeckas Tepanus 1 00e300,J1MBaHue

° Pexomenayercss  HasHaueHue  npenapatoB  rpynnsl  MO1A  HectepougHbie
MPOTUBOBOCTIATIUTENIbHbIE W IPOTUBOPEBMATHYECKUE Mpenaparbl W/WUIU TMpenaparbl TPYIIbI

NO2B npyrue aHanbreTUKM W aHTUIMPETHKH, COIJIACHO MHCTPYKLMH, MalUeHTaM ¢
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nonreepxkaeHHbIM AuarHo3oM ATTR-ITH ¢ 6oneBbIM CHHIPOMOM (HOIMIIEITUBHON OOJIBIO) C
IEITBIO JIEYCHHST O0JIEBOT0 CHHAPOMA U YIIY4YIIICHHUS KauecTBa sku3Hu [66, 83].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — D)
KommenTapuu: npu nasnauenuu npenapamos ciedyem yuumvleas puck naoeruti y nayuenmos ¢
ATTR-IIH, umerowyux opmocmamuueckyro cunomensuto [66, 83].

° Pexomenayercsi HazHaueHune npenapatoB rpynn NOOAA HeECEIeKTHBHBICE HHTHOUTOPHI
obpatHoro 3axBara MoHOaMUHOB (NO6AA09 Amutpunrunua®*), NO3AX apyrue
nporuBosnuientuueckue npenaparsl (NO3AX12 'abanentun), NO2B npyrue aHanereTuku u
aatunuperuku (NO2BF02 IIperabamuu**), NO6AB cenekTuBHBIE HHTHOUTOPHI OOpPATHOTO
3axBaTa CEPOTOHHMHA MamMeHTaM ¢ mnoaTBepxkacHHbIM auarHo3oMm ATTR-IIH ¢ GoneBbiM
CUHAPOMOM (HEBpPOTEHHBIE OOJH XPOHMYECKOrO XapakTepa, Helpomatuyeckuil 0o0yieBoit
CHHJIPOM) C II€JIBIO JICYCHHUS O0JIEBOTO CHHAPOMA M YIYUIICHHUS KauecTBa KU3HU [66, 83].
YpoBeHb yoenuTebHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
KomMmeHnTapuu: yxazanHnvle npenapamsi HA3HAYAIOMCA 8 COOMBEMCMEULU C PEKOMEHOAUUAMU
EFNS, 6 kxauecmge mepanuu nepgou iunuu (MOHomepanus uiu komounayus). Ilpu naznavenuu
npenapamos ciedyem yuumvléasi puck naoeuwuu y nayueumos c¢ ATTR-IIH, umerowux
opmocmamuyeckyto eunomensuto [66, 83].

o Pexomenayercst Ha3HaueHue mpemapaToB Tpynnbl NO6AX [Ipyrue aHTHIENPECCAHTHI
(NO6AX21  JlynokceTWH) mamuMeHTaM ¢ OOJEBBIM CHHIAPOMOM (XpOHHUYECKHH OO0NeBOi
CHHJIPOM CKEJICTHO-MBIIICYHOW CHCTEMBI) C IEJIbI0 JICUeHUsI OOJCBOTO CHHIAPOMA M YIyUIICHUS
KavecTBa KHU3HU [66, 83].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KomMmeHnTapuu: npu Hasnauenuu npenapamos ciedyem y4umsl8as puck naoenutl y nayuenmos ¢
ATTR-IIH, umerowux opmocmamuueckyro eunomen3suto [66, 83].

° Pexomennyercsi HazHauenue mpernapata NOBAX16 #Beunadakcun (rpymma NO6AX
JPyTUe aHTH]ICTPECCAHTBI) C HEMEJICHHBIM 0OCBOOOXKICHHEM B JO3UPOBKe 12,5 Mr 2 pasa B CyTKH
B TEUEHHUE MEPBbIX TPEX JHEH, B TEUCHUE CIIEAYIOUIUX TpeX IHEeH B 103e 37,5 Mr 2 pasa B CyTKH,
Jlanee ¢ MpOJOHTUPOBAaHHBIM BBICBOOOXKAEHHEM B 03¢ 37,5 Mr 1 pa3 B cyTKu; J03a Mpemnapara ¢
MIPOJIOHTUPOBAHHBIM BBICBOOOK/IEHUEM THUTPYETCS KaX ble TPU JIHS, CHadajaa 0 75 MT B CYTKH,
3ateM emie yepe3 Tpu JHs 10 150 Mr 1 pa3 B CyTKW | BBIIIE, PU HEOOXOIMMOCTH, TIAITUEHTAM C
00JIeBBIM CHHIPOMOM (HEBPOTE€HHBIE OOJIM XPOHUUYECKOTO XapaKkTepa, HelponaTtuiecKuii 001eBoi
CUHJIPOM) C LIETIBIO JIUeHUs 00JIEBOTO CHHAPOMA U YIYUIIIEHHUS KaYeCTBA )KU3HU C LEIbIO JICUSHUS
00JIeBOT0 CHHAPOMA U yiIydllieHHus KadecTBa sku3Hu [103].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)
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Kommenrtapmii: oyenxy s¢ghexmusnocmu npenapama 6 uUcciedo8aHusx npogoouLU no
CYOBEKMUBHBIM UKANAM (ONPOCHUKY NO OUACHOCMUKE XPOHUYECKOU 00U, 20CNUMANbHOU WKale
mpesoeu u denpeccuu HADS, co cpoxom nabnooenus 2 mecaya).

o Pexomenayercst npoBoaAUTh cuMnTOMarudeckyro tepanuto nauveHram ¢ ATTR-ITH u
IIaTOJIOTMEN CEPIEeYHO-COCYAUCTON, BEreTaTuBHOW HEpBHOU cucteM miu opradoB JKKT ¢ nensto
KOPPEKIMH COOTBETCTBYIOIIUX HapymieHwui [1-5, 67].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEJILCTB — D)

KomMmeHTapum: cumnmomamuueckas mepanus noooupaemcs 6 3a8UCUMOCMU OM 6e0VUUX
KAUHUYECKUX NPOAGLEHUN U MOdHcem Oblmb HANPABIEHA HA KOPPEKYUIO JHCelyOOYHO-KUUEUHbIX
HapyuweHutl, Opmocmamu4eckol 2UNOmeH3UU U Opy2ux nposeieHull 6e2emamuHoll OUC@HYHKYUU,
cepOeuHoll He0OCMAmMoOYHOCMU, A MAKH#Ce HAPYUWIeHUll pumma U npogooumMocmu cepoya. Y
NAYUEeHmMo8 ¢ AMUIOUOHOU KAPOUOMUONAMUEl JNedeHUe CepoeyHO-COCYOUCTbIX HapyUleHul
mpebdyem UHOUBUOYAILHO20 NO0X00d 8 C6A3U C PUCKOM OpPMOCMAMUYECKOU 2UNOMEH3UU U
O2DAHUYEHHOU  NePeHOCUMOCMbI0  padd  CMAHOAPMHBLIX — CXeM — mepanuu  CepoeyHoll
Hedocmamoyrocmu. Ilpu npusHakax 3acmotiHou cepoeyHol HedoCMamoYHOCMU NPUOPUIMEMHbIM
Hanpasienuem s81aemcsi KOHMPOab 3A0EPAHCKU HCUOKOCIU U nepezpy3Ku 0dvémom. Bonpoc o
XUpypeuueckom JiedeHuu HapyweHull pumma cepoya peulaemcs UHOUSUOYAIbHO, NO O0OuuUM
KapOUONOSUYECKUM — NOKA3AHUAM, C YY4€MOM  KIUHUYECKO20 COCMOAHUSA U  CO2NACHO
COOMBemMcmayIouWUM KIUHUYEeCKUM peKoMeHOayusm. bonvHbim amunouoozom npomugonokasamul
npenapamul epynn COIA cepoeunvie enuxozuovt u CO8 Cenexmuenvle O10KamMopvl KalbyUeblx
Kananos ¢ npamvim oeticmseuem Ha cepoye (COSDAOI sepanamun™®*, COSDB0OI ounmuaszem),
KOmopble MO2ym HaKanaueamuvcs 8 amuioude. Umnianmayus xapouogepmepa-oegpuopuniamopa
UMRAAHMUPYEMO20 00HOKaAMepHOo20 ***/0gyxKameproeo * ** npensmcmeyem
CUMNMOMAMUYECKOU OpaouKapouu ¢ BblCOKOU CMENeHbl0 PAa3eumusi ampuo8eHmMpUuKyIapHOU
Onoxaowl. Jleuenue cepoeyHol HeOOCMamMoOYHOCMU U HAPYULeHUL pUmma cepoya npo8oosimcs no
COOMBEMCMBYIOUUM KIUHUYECKUM peKkomenoayusm. Ilpu decmpykyuu cmekio8uono2o mena y
oonvrvix  ATTR-amunoudozom modxcem nompebosamuvcsi eumpeodkmomus. Ilpu Hanuvuu
HEKOHMPOAUPYEeMOU 21AYKOMbL NPOBOOM MPAOEKYI0IKMOMUIO (CUHYCMPADeKyI0IKMOMUIO) UIU
BUMPEOIKMOMUIO OISl JleYeHUs. OMATbMONOSUYECKOU OPMbL AMUTOUOO3A.

3.4 HemeaMKkaMeHTO3HAS Tepanus

° PexoMenayercs co0o1aTh MpaBuiia yxo/ia 3a MaJIONO/ABI)KHBIMHU MTALIMEHTaMH B CITydae
Tspkenoro Teuennss ATTR-ITH ¢ nienbro npodunakTuku ocnoxxHenui [ 1-5].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — D)
KommeHnTapum: neobxoOumvl npogunakmuxa nponedxicHeu, Unocmamuyeckou NHeGMOHUU,
KOHMPAKmMyp, —GMOPUUHBIX UHQDEKYUOHHBIX —OCIOJNCHEHUU, MpoMO0306 2NYOOKUX GeH U

MpPoMOOIMOOIUL 1e20UHOU apmepUul.
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3.5 /lueToTepanus.

He npumensercs

4. MeauuuHcKasi peaOMIMTAIMA W CAHATOPHO-KYPOPTHOE JIeYeHHe,
MeIMIMHCKUE TOKA3aHUSI M NPOTHBONOKA3AHUS K NPHUMEHEHHMI0O METOHO0B
MEJUIMHCKON peadWjINTanuu, B TOM YHMCJIe¢ OCHOBAHHBIX HA MCIIO0/Ib30BAHUM

INPUPOAHBIX JIe4YeOHBIX (PAKTOPOB

Memoowr  canamopro-kypopmnozo newenuss npu ATTR-IIH ne paszpabomatoi.
Ipumenernue npupoonwvix neuednwvix pecypcos npu ATTR-IIH ne noxasano [68]. B cayuae nanuyus
Y  CaHamopHO-KYPOPMHOU  Op2aHU3AUUU  JUYEH3UU HA  MEeOUYUHCKVIO  peadunrumayuro
yenecoobpasHo nposedeHue KOMNIEKCa YCiye no MeOUYUHCKOU peadurumayuu nayuenmos c
3abonesanusimu Hepenot cucmemvt nayuenmam ¢ ATTR-IIH ¢ yenvlo ygenuuenus memna
B0CCMAHOBNIEHUS U NPOPUILAKMUKU OCTLONCHeHUl cunodunamuu [69]. Heobxooum komniekcHwiil
no0X00, couemarwull ieyednyro QuU3KyIbmypy npu 3a0601e8aHusxX nepugepuyecKol HepeHou
cucmemvl, adanmayuro yYcioguil cpeovl 8 COOMEEeMCmeuUU ¢ YHKYUOHATbHLIM O0euyumom
nayuenma (npoyedypsl N0 A0anmMayuu K yCio8usam MaKpocpeosl), npUMeHeHUe 6CNOMO2amenbHbLX
YCmpOoUCme U mexHu4eckux cpeocmae (opmesvl Ha 201eHOCMONHbIE CYCMABbL, OONOTHUMENbHAS
onopa (mpocmu) u m.n.), NCUXON02UHECKYI0 no0depcky. Ilayuenmam moxcem nompebosamuvcs
ocmomp (KOHCyIbmayus) epaya-gusuomepanesma, npuem (KOHCya1bmayus) epaia uzuieckou u
peadunumayuoHHOU MeOUuyuHovl, npuem (0CMOmp, KOHCYIbMAayus) epava no J1eyeOHOU
Quskynemype nepguunvlii u noemopuuiu, Ilpuem (Koumcyremayus) 6pava @uaudeckou u
PeadunumayuoHHOU MeOUuyUuHvl 1e4eOHO-0UACHOCMUYECKULl NePEUYHbIL U NOGMOPHDBIU, Npuem

(mecmuposanue, koncynomayust) MEOUYUHCKO20 NCUXOL02A NEPEUYHDBLIL U NOBIMOPHBLIL.

5. llpopuiiakTuka U JUCHAHCEPHOE HADII0IeHNEe, MeTUIIMHCKNIE TIOKA3aHUs U

IMPOTHBOIIOKA3aHUA K IPUMECHCHHUIO METO/10B HpO(l)l/IJIaKTI/IKI/I.
Memoowl cneyuguueckoti npopunakmuxu pazsumust ATTR-ITH ne paspabomanwr [1-5].

s HabrodeHus nayuenmos HeodX0OUMOo npuUMeHeHUe MyTbMUOUCYUNTUHAPHO20 N0OX00A 88UAY
moeo, 4umo OaHHvle 3a001e8aHUsL XAPAKMEPUIVIOMCI NOPAAHCEHUEM MHOSUX OP2AHO8 U CUCMEM,
umo 6 60l 0uYepedb OuKmyem HeoOXOOUMOCMb COBMECHMHO20 6e0eHUs Nnayuenma
cneyuanucmamu pasuvix npogpunei. C yenvio obecneyenus KOMnIeKCHO20 HAOI00e s, mepanuu
U CBOeBpeMEeHHOU €€ KOoppeKyuu, NOKA3aHbl npuemvl (0CMOmpbl, KOHCYAbmayuu) u/ uiu
oucnancephvle npuemvl 6paya-Hespon0ea, 6pava-ohmanbMonozd, 8paia-kapouonod, epayd-
He@ponoza, 8pava-2acmpodnmeponozd, epaia-mepanesma/ paia ooujell npakmuxu (cemeuno2o

8paua), epava-ceHemuKa nepeuunvie U NOGMOPHblE (NpU HeoOX0OUMOCMU), a makxdce epayell
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opyeux cneyuarbHocmel NayueHmam ¢ noomeepicoenHvim ouacnozom ATTR-IIH, umerowum
HapyuweHus GyHKYuti coomeemcmeyiouux op2aios U CUCmeM.

° Pexomenayercst mnpueM (OCMOTp, KOHCYJIbTAlMs) Bpaya-T€HETHKa IEPBUYHBIA H
HNOBTOPHBIN (IIpU HEOOXOAMMOCTH) MAallMEHTaM C MOATBepKAeHHbIM auarHosoM ATTR-IIH, a
TaKKe YICHAM HMX CEMEH, C IENbI0 MPOBEACHUS MEAUKO-TEHETHYECKOT0 KOHCYIbTHPOBAHUS
cembu [1-5, 27, 28].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEJILCTB — D)

KommeHnTapuii: yenecoobpasno  00cyscoeHue KACKAOHO20 — CeMeUH020  CKPpUHUHeA U
06cne0o6anus OIU3KUX POOCMEEHHUKO8 NAYUEHMA OISl CB0E8PEMEHHO20 BbIAGIeHUs 3a001e6AHUSL
u nocneoyioweeo nabdnooenus. Illayuenmam ¢ noomeepocoennvim ouachozom ATTR-IIH
HE0OX00UMO MEOUKO-2eHemU4ecKoe KOHCYIbMUpo8anue 0st 00CYHCOeHUs 2eHeMUYeCcKUX PUcKos,
B03MONCHOCIEU CEeMEH020 CKPUHUH2A HA paHee GblAGIeHHbIN KAY3amMUGHbI 2eHemudecKull
8apuanm, B603MONCHOCMEU 00po0o8oli OuacHocmuku. Kax u ona Opyeux aymocomHo-
OOMUHAHMHBIX 3a001e6aHUL, PUCK Nepedadu 3a00/1e8anUsi NOMOMCMEY NPoOAHOA COCMABsiem
50%, umo omuocumcs Kk kKame20puu 8bICOKO20 2eHemu4ecko2o pucka. Puck onsa cubcoé (poonuix
bpamves u cecmep npooanoa) makxce cocmaeinsiem 50%, 6 ciyuae Hanuyus 3a0071€6aHUs Y
pooumerneti. B cnyyae, eciu pooumenu npooanoa 300po6vl KIUHUYECKU, U Y HUX NOOMEEPHCOCHO
omcymcmeue namocenHo2o eapuanma 6 2ewe TTR, puck 01 cubcos npobanda HU3KuUi, HO ebiuLe
HONYNAYUOHHO20 8 CUTLY MO20, YO HEBO3MONCHO UCKIIOUUMb 2OHAOHIL MO3AUYUM Y pOOUMEIel.
Ilpenamanvuas ouacnocmuka 3ab6o01e8anuil, MaHUGecMmupylouwux 60 63pOCIoM 603pacme U
nOO0AWUXCSE OOCMAMOYHO P HeKMUBHOU Mepanuu, 803MONCHA, HO IMUYECKU MOdHCem Obimb
comHumenvua. Pewenue o ee npogedeHuu 00ndCHO 0ObIMb NPUHAMO NOCTe NOOPOOHO20
00cydHcOeHuUs ¢ ceMbell 8cex PUCKOS.

° Pexomenayercst TUCHAaHCEpPHBIA mMpueM (OCMOTp, KOHCYJbTAIMs) Bpada-HEBPOJIOTA
nanuenTam ¢ noarsepxkaeHHbIM quario3oM ATTR-ITH ¢ nenbro onieHku nuHaAMUKA 3a00J1€BaHUS
U KOPPEKIINY MoiepuBaroteit repanuu [1-5, 10, 11].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
° Pexomenayercsi TUCHAHCEPHBIA TMpHEM (OCMOTP, KOHCYJIBTAIWS) Bpada-Kapauoiora
nanuenTam ¢ noarsepxkaeHHbIM quario3oM ATTR-ITH ¢ nenbro onieHku nuHaAMUKA 3a00J1€BaHUS
W KOPPEKINH MoepuBaromieii repanuu [1-5, 10, 11].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb J10CTOBEPHOCTH 10KA3aTEJIbCTB — 5)
° Pexomenayercst OUCIIAHCEPHBIN MpueM (OCMOTp, KOHCYNbTAllMs) Bpaya-TepareBTa
nanueHTam ¢ noarBepaeHHbIM quario3oM ATTR-ITH ¢ menbro onieHkn nTuHAMUKA 3a00JI€BaHUS
U KOPPEKINH MoaepKuBaromeii repanuu [1-5, 10, 11].

YpoBeHb yoenutenasHocTu pekoMenaanuii C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
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° Pexomenayercst AWCIaHCEpHBIA TpueM (OCMOTp, KOHCYNbTAllMs) Bpada-Hedposora
nanueHTam ¢ noarBepaeHHbIM quario3oM ATTR-ITH ¢ menbro onieHkn nTuHAMUKA 3a00JI€BaHUS
U KOPPEKIUH MoaepKuBaromeii repamnuu [1-5, 10, 11].

YpoBeHb yoenuTelbHOCTH pekoMenanuii C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
° Pexkomenayercsi TUCIIAaHCEPHBIN TpreM (OCMOTP, KOHCYJbTAIUs) Bpadya-oQTalIbMOIora
nanyueHTam ¢ noarBepaeHHbIM quario3oM ATTR-ITH ¢ menbro onieHKu TMHAMUKA 3a00JIeBaHUS
U KOPPEKIUH MoaaepKuBaromeii repanuu [1-5, 10, 11].

YpoBeHnb yoenurenasHocTu pekomenanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)

6. Opranusanus oka3aHusi MeIUIUHCKOH MOMOIIH

[Tokazanus mist rocnutanu3anuu namuenta ¢ ATTR-ITH B meauimuckyro opranusanuio:

1) Okcmpennas eocnumanuzayusi (KPyriIOCYTOYHBIN CTallMOHAP) MMOKa3aHa BCEM MAI[HEHTaM C
noareepxkaeHHbIM AuarHo3oM ATTR-ITH ¢ octpeiM HapymieHreM GyHKIIUH cepalia, a TAaKKe
[P HAJIUYUU TPOTPECCUPYIONINX AUCMETA00INYECKUX HapyIIeHUH Ha (OHE XPOHUUYECKOM
Juapeu;

2) Ilnanosas eocnumanusayusi (KpyriioCyTOYHBIH MHOTONPO(MIBHBIA CTallMOHAP) TOKa3aHa
BCEM MAIlMEHTaM C IPOTpeccupyroliel nonuHeiponaruen u nogo3pearnem na ATTR-TTH ms
MPOBEJICHHUS KOMILIEKCHOTO 00cneoBanus U auddepeHuanbHoi TMarHoCTHKY, MallueHTaM
¢ mnoarBepxkaeHHbIM auarHo3oM ATTR-IIH s  npoBeseHuss peaOMiIMTallMOHHBIX
MEPOIPUATHA U CHMIITOMAaTUYECKON TEPAIHH.

IToka3zaHus K BBIMMCKE MAMEHTA U3 MEAUIMHCKON OpraHU3aln:

1) Beinucka MalMeHTa W3 MEAMIMHCKONH OpraHM3aldd MPU SKCTPEHHON TOCTHTATU3AINN
BO3MOXXHA TPH BBIIIOJIHEHUU B TOJIHOM O0BEME BCEX HEOOXOIAMMBIX NUATHOCTHYECKHX M
ne4eOHO-PeaOUTUTAIIMOHHBIX ~MEPONPUITHI TpU  CTAaOUIBHOM  YJIOBJICTBOPUTEIHHOM
COCTOSIHMH TIAIIEHTa, COXPAHHBIX BUTATHHBIX ()YHKIIHIX.

2) Beimucka mnanueHTa W3 MEAUIMHCKOW OpPraHM3allMd TPU TUIAHOBOM TOCIUTAIU3AINH
BO3MOJXKHA TP BBHIMIOJHEHUH B TIOJTHOM OO0beMe IJIAaHOBOW TEpanuu U peadWINTaIOHHBIX
MEPOTIPUATHIA; CTaOWUILHOM YIOBJIETBOPUTEIHLHOM COCTOSTHUM TIAI[UEHTAa, COXPAaHHBIX

BUTAIbHBIX (PYHKIIMSIX.

7. JononHureabHas uHpopmanusa (B ToM 4yucie (GakTopbl, BJAMSIONIME HA

HCXO0/1 3200/1eBAaHUS WJIH COCTOSTHMS)

PaHHssT mocTaHOBKA JMarHo3a W WHUIMAIUS TATOTCHETHYECKON Tepamuu 3aMeiseT
nporpeccupoBanue 3aboneBanus. Hanuume TSxENOro HEBPOIOTUYECKOTo JePUIIUTa K MOMEHTY
BepU(pUKaLMU JUAarHo3a, COMYTCTBYIOUIME COMAaTHYECKHE HApYyIIEHUS U TOXKUJIOHW BO3pacT

SIBJISIFOTCS] HEONArompusTHRIMU IPOTHOCTHYecKuMH (dakTopamu [1-5, 38, 46, 47].
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Kpurtepuu oneHku kauecTBa MeTUIIMHCKON MOMOIIU

Ne

Kpurtepuu kayecrBa

Ouenka
BBINIOJIHEHU S

BrimonaeH npuem (ocMOTp, KOHCYIIbTAIlHS ) Bpaya-HEBPOJIOTa IEPBUYHBII
MalyeHTaM Impu  KiauHudeckoM mnonao3peHun Ha ATTR-IIH Bcem
MalKUeHTaM C IIPOrPECCUPYIONIEH MOMHEHPOIaTuel, a TakKe C IPYTrUMHU
CUMITOMaMU, NpU KIMHUYECKOM noo3peHun Ha ATTR-ITH

Jla/Het

Boimonnen  mpuem  (KOHCyNbTalMsi)  Bpaya-TeHETHKA  JiIe4eOHO-
JIMarHOCTUYECKUI TIEPBUYHBIM U ITOBTOPHBIM MAalMEHTAM C MOJI03PEHUEM
Ha ATTR-ITH

JNla/uer

Boimonnen npuem  (KOHCyJbTalMs) Bpada-Kapauosiora JedeOHo-
JIMarHOCTUYECKUN TIEPBUYHBIA MareHTaMm npu nogo3penun Ha ATTR-
ITH

Jla/aet

Brimonneno wuccnenoBaHue BapuaHTOB reHa TR (ompejaeneHue
BAapUaHTOB I'€HOB B 00pa3lie OMOJOTrMYecKOoro marepuayia IpyroM WU
HEYTOYHEHHOM, HEKJIaCCU(PHUIIMPOBAHHBIC B IPYTUX PYOPUKAX, METOJIOM
cekBeHHpoBaHUs 0 CeHrepy) BceM NAIlMEHTaM C MPOTrpecCUpyoIen
MOJIMHEHponaTuen u/ niM KImHudeckuM roao3pennem Ha ATTR-TTH

Jla/uer

BrinmonneHo npoBeieHue 3MeKTpoMUOrpaduu CTUMYIISIIIUOHHOM
nepudepruyecKkux HepBoB (ANMEKTpoMHuorpadust CTUMYIAIMOHHAS (OUH
HEpB)) MaIMEeHTaM C MPOTPECCUPYIONIEH OJMHEUponaTHEN U
nogo3perrem Ha ATTR-TTH

Jla/Het

Haznauen npemnapaTt DMI0OHTEPCEH MAMEHTaM C IMOTBEPKICHHBIM
MOJIEKYJIIpHO-TeHeTuUecKkuM MeToaoM aquario3oMm ATTR-ITHwa 1, 2 u
3 craausix 60ne3HU

Jla/aet

Haznauen Tadamuauc Bcem manueHTam ¢ MOATBEPKACHHBIM
MOJIEKYJISIpHO-TeHeTuUeckuM MeTooM quario3oMm ATTR-ITH wa 1, 2 u
3 cramgusx 0oJie3HU

JNa/uer

Haznauen Tadamumauc BceM manueHTam ¢ MOATBEPKICHHBIM
MOJIEKYJISIPHO-TeHETHYeCKIUM MeTooM auarHo3om ATTR-ITH, nu6o ¢
«JIMKUM TUIIOM» TPAaHCTUPETHHOBOTO aMHIION103a, Ha 1, 2 u 3 cTaausx
00J1e3HU, C HAJTMYUEM COIMYTCTBYIONIEH aMUIIOUTHOM KapIMOMHOMATHH,
MOATBEPKIEHHON KIIMHUKO-UHCTPYMEHTAIbHBIMA METOJaMU

Jla/aet

[IpoBeneHa TpaHCITaHTALKsS IEYEHW OPTOTONMMYECKAs MAUEHTaM C
noctoBepHbIM auarHo3oM ATTR-ITH, moarBepkaeHHBIM MOJIEKYIISIPHO-
TEHETHYECKUM METOJI0M, B Bo3pacte 110 50 yiet, ¢ HeOOoIbIIoM
JUTUTENIEHOCTBIO 3a00JIeBaHuUs], HOPMAJIbHBIM MH/IEKCOM Macchl Tela,
reHeTndeckuM Bapuantom Val30Met, Ha 1 unu 2 craguu 6ose3Hu

Jla/aet

Cnucok Jureparypsbl
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Ilentpa 3aboneBanmii nepudepuyeckoir HepBHOW cuctembl OI'BHY HIIH, yuensii
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MunzapaBa Poccum, npodeccop kadeapsr kapauonorun DPI'bOY IO PMAHIIO
Munsapasa Poccuun

13. HaconoBa CBeriiana HwukonmaeBHa — K.M.H., CTapIiMii Hay4HBIH COTPYIHHUK OTIEja
3abosneBaHuil Muokapaa u cepaeyHoit HemocrarouHoctu OI'BY «HMUILIK um. ak. E.N.
Yazosa» Munsnpasa Poccun

14. Anucumona Mnra BagumoBHa — K.M.H., 3aBeAYIOIIAs OTJEIOM OpPTaHU3alMUA MEIULIUHCKON
nomoiwy, Bpad-reHeTuk @OI'BHY «Menuko-reHeTH4ecKuii Hay4dHbId LEHTP WMEHU
akagemuka H.I1. boukoBay, 4ieH Acconuanuu MEIUIMHCKUX TSHETUKOB

15. Cy66otun JImutpuii MuxailoBUd — Bpay-TeHETUK, HAYYHBIH COTPYIHHK J1aOOpaTOPUH
HEUPOTE€HETUKH, CHECUHAIUCT OTJeja OpraHuzanuu MeauinuHcko mnomomu OI'BHY
«MenuKo-reHeTUYeCKUi HaydyHbld LeHTp uMeHM akajgemuka H.II. boukoBay», wieH
Acconuanu MeIUIIMHCKUX TeHETUKOB

16. Menpuuk EBrenust AnexcaHapoBHa — K.M.H., BEAYIIMH HAYYHBIH COTPYIHUK HAy4YHO-
KOHCYJIbTATUBHOTO  OT/EJICHUS,  Bpad-HEBpPOJIOT,  JOLEHT  Kadeapsl  TeHETHUKH
HeBpojoruueckux 3adosneBannii ®I'BHY «Menuko-reHeTnueckuii HayyHbld LIEHTP UMEHU
akagemuka H.I1. BoukoBa»

KoH}1uKkT HHTEepecoB: OTCYTCTBYET Y BCEX WICHOB padoueil TPyIIbI

Ipuioxkenue A2. MeroaoJiorusi paspadoTKu KIMHUYECKUX PEKOMEHAalMi
HeJ'IEBaH AyAUTOpUA TaHHBIX KIIHHUYCCKHUX peKOMeH}IaHI/Iﬁt

Bpauun-nespoiory;

Bpauu QpyHKIIMOHATBHON TMarHOCTUKY;

Bpauu-tepanesTsr;

Bpauu-kapauosnoru;

Bpauun-ractposHreponory;

Bpauu-nedpooru;

Bpaun-odransmonory;

O N o g B~ w DB

Bpauu o0mieit npakTuku (cemeiiHble Bpaun).

MeToabl, HCTIOIb30BAHHBbIE 1JIs1 cOOpa/ceJIeKIIUU J0Ka3aTeJbCTB: padoueil rpymnmnoi
paccMOTpeHbI Bce MyOIMKallMu 10 olpeiesieHuto, quarnoctuke u geuennio ATTR-ITH B nepuon
¢ 1980 mo 2022 rr. OtoOpaHbl Bce CHUCTEMHbIE O030phl MO PaHIOMHU3UPOBAHHBIM
KOHTpOJInpyeMbIM HccienoBanusaM 1o jedeHnro ATTR-IIH, mpoBeneHa oneHka ypoBHEH
noctoBepHocTH nokazatenscTB (Y /M) u yoenurensroctr pexomeraamnuii (YVYP). Ouenka Y]
u YYP Obuia mpoBeleHa B COOTBETCTBHHM CO IIKaJaMH, NPUBEICHHbBIMH B Tabmuuax -3
[Tpunoxenus A2. JlutepaTypHbIii HOMCK pou3Boanics B 6a3ax nanubix Medline, KokpanoBckoit
oubmoTeke, HaydHOU ekTponHor oubmmoreke eLIBRARY .ru, Google Scholar, PubMed. [ns
MHUHMMH3ALUHU TOTEHIMAIBHBIX OIMIMOOK KaXKA0€ UCCIIEJOBAHUE OLICHUBAJIOCh HE3aBHCUMO.

Tabmuma 1. Illkanma omeHku ypoBHEH nmocTtoBepHocTH mokaszarenbctB (YJI) ans meronos
JIMarHOCTUKY (IMarHOCTUYECKUX BMEIIATEIIbCTB)
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Y1 Pacmmmgposka

1 CuctemaTudeckue 0030pbl UCCIIEIOBAHUN ¢ KOHTPOJIEM pedepeHCHBIM METOA0OM HIIH
CUCTEeMAaTUYECKUN 0030p pPaHIOMHU3MPOBAHHBIX KIMHUYECKUX MCCIEIOBAHUNA C
PUMEHEHUEM MeTa-aHajan3a

2 OTnenbHbIE UCCIEOBAHUS C KOHTPOJIEM pe(epeHCHBIM METOIOM WM OTICNIbHBIC
pPaHIOMHU3UPOBAHHBIE KIMHUYECKUE WCCICAOBAHUS W CHCTEMAaTHYEeCKHE 0030pHbI
UCCIIEIOBaHMI  JIIOOOT0  Iu3aiiHa, 32 HUCKIIOUYEHHEM  PaHJIOMH3UPOBAHHBIX
KIIMHUYECKHUX UCCIIEJIOBAHMM, C IPUMEHEHNEM MEeTa-aHallu3a

3 HccnenoBanus 6e3 MOCIEI0BATEIILHOIO KOHTPOJIS pedepeHCHBIM METOJIOM HIIU
UCCIIeIOBaHUsI C pedepeHCHbIM METOJIOM, HE SBJSIONIMMCS HE3aBUCUMBIM OT
HCCJIETyeMOT0 METOJla UM HepaHAOMU3HPOBAaHHbIE CPABHUTEIbHBIC HCCIEAOBAHNUS,
B TOM YHUCJIC KOT'OPTHBIC UCCICAOBAHUA

4 HecpaBHuTenpHbIE HCCIEIOBAHUS, ONMTUCAHNE KIIMHUYECKOTO CIydast

5 Hmeetcs numib 000CHOBaHUE MEXaHU3Ma JACHCTBUS UM MHEHHE SKCIIEPTOB

Tabmuma 2. I[lkana oneHkm ypoBHEH aocToBepHOCTH nokazatenbeTB (YJIJ]) mis meromos
OpopWIAKTUKY, JIeUeHHs W peadWiIMTanuu, B TOM 4YHCJIE OCHOBAaHHBIX Ha HCIOJIb30BAHUU
IPUPOJIHBIX JIe4eOHBIX (aKTOpoB (IpOPUIAKTUYECKHUX, JIEYEOHBIX, peadUIUTAlIMOHHBIX

BMEIIIATEILCTB)
YA Pacumgposka

1 Cucrematnueckuit 0630p PKU ¢ npumeHnennem mera-aHanusa

2 Otnensubie PKU u cucremarnyeckue 0030pbl UCCIICOBAHMIA JIIOOOTO JM3aifHa, 32
uckmouenneM PKU, ¢ mpuMeHeHneM mera-aHaansa

3 HepannomusupoBaHHblE  CpPaBHUTENIbHBIE HCCIEIOBaHMS, B T.4. KOTOPTHBIE
MCCJIEIOBAHMUS

4 HecpaBHuTenbHBIE HCCIIEIOBAaHUS, ONMMCAHUE KIMHUYECKOIO cCllyyass MM CepUu
CJIy4aeB, UCCIIEOBAHUS «CIIy4al-KOHTPOJIb)

) Nmeetcs nuib 000CHOBaHME MEXaHHU3Ma JIEUCTBUS BMEILIATENbCTBA (TOKITMHUYECKHE

I/ICCJ'IGI[OBaHI/ISI) HJIM MHCHUE SKCIICPTOB

Tabmuna 3. Hlkana oueHku ypoBHeH yOenurtenabHocTH pekoMeHmanuit (YVYP) nns meronos
npopWIAKTUKY, TUATHOCTHKH, JI€YEHHS M peadWIuTallid, B TOM YHCIE€ OCHOBAaHHBIX Ha
UCIIOJIb30BAaHUU TPUPOJHBIX JIEUYEOHBIX (PAKTOPOB (MPOPHUIAKTUYECKUX, TUATHOCTHUECKHUX,
Je4eOHBIX, peaOMIUTAIIMOHHBIX BMEIIATEIHCTB)

Yyp

Pacumn¢pposka

A

CunbHas pekoMeHanus (Bce paccMaTpuBaeMble KpUTepuH d3(PPEKTUBHOCTH (UCXOIbI)
SABJIAIOTCA BAXXHBIMH, BCEC MCCICAOBAHUA HUMCEIOT BBICOKOC HIIM YIOBJICTBOPUTCIILHOC
MECTOJOJOTHUYCCKOEC KAa4YC€CTBO, MX BBIBOABLI IO MHTCPECYIOIMIMM HCXOJaM SBJIAIOTCA
COTJIACOBAHHBIMH)

VYcinoBHass pekoMeHpaanus (HE Bce paccMaTpuBaeMble KpUTEPHH 3(P(HEKTUBHOCTH
(ucxofpl) SBISIOTCS BaXXHBIMH, HE BCE MCCIEIOBaHHUS HMMEIOT BBICOKOE WIIH
YIIOBJIETBOPUTEIHHOE METOJOJIOTHYECKOE KAaueCTBO H/MIM HMX BBIBOJABI 10
MHTEPECYIOIIUM UCX0aM HE SBJISIOTCS COTJIACOBAHHBIMHU)

Cnabast pekoMmeHmanusi (OTCYTCTBHE JOKA3aTEIhCTB HAJICKAIETO KadecTBa (Bce
paccmaTpuBaeMble KpuTepuH 3PHEKTUBHOCTH (MCXOJbI) SBISIOTCS HEBAXHBIMH, BCE
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HCCIea0BaHUus1 HMMCIOT HH3KOC MCTOAOJJIOIMYCCKOEC Kadye€CTBO M HUX BbIBOAbI IIO
HHTEPCCYIOINM UCXO0AaM HE ABJIAIOTCA COFJ'IaCOBaHHI)IMI/I)

IHopsinok 00HOBJIEHUS KIMHUYECKUX PEKOMEHIalM i

Mexanu3m OOHOBJICHUS KIMHUYECKUX PEKOMEHAAINN MPETyCMATPUBACT UX CHCTEMATHYCCKYIO
amyanmaumo — HC pe>1<e YeM OOIUH pa3 B TpI/I rojga, a TakKXKeE HpI/I IIOSIBJICHUHU HOBBIX JAHHBIX C
MO3UIIMK J0KA3aTeIbHON MEIUIIMHBI 110 BOMPOCAaM JUAarHOCTHKH, JICYCHUs, MPOPUIAKTUKH U
peadmIMTan KOHKPETHBIX 3a00JIeBaHUH, HATUYUK 00OCHOBAHHBIX JIOMIOJIHCHHI/3aMEUaHUH K

panee yrBepka¢HHbIM KP, HO He wame 1 pa3a B 6 Mecsues.

IIpuioxkenune A3. ChnpaBodHble MaTepHAJbl, BKJYasg COOTBETCTBHUE
NMOKA3aHM K NMPUMEHEHHUI0 U NMPOTUBONMOKA3AHUI, CIIOCOOOB NMPUMEHEHUS H
103  JIEKAPCTBEHHBIX  TMPENapaToB HUHCTPYKUMH 1O  NPUMEHEHUIO

JICKAPCTBCHHOI'O IIperapara

Hpuiaoxenne A 3.1. Inddepennuanbuas nuarnoctuka ATTR-ITH ¢ nmosuneiiponatusaMu
JAPYroro retesa.

3a0oseBanne SHMI' Kommenrtapmii

1) JIu3ummynHble HeiiponaTuu [1-5, 70-72]

XBAII CootBercTBHE IIpu ATTR-IIH BbIsABISAIOTCS HE XapaKTepHbIE IS
3JIEKTPOANATHOCTUYECKUM XBAIl weiiponatuyeckuii  OONEBOW CHHAPOM,
KpUTEPHIM BEreTaTHUBHBIE  HAPYIIEHHs,  COIYTCTBYIOLIEE
EAN/PNS 2021, He | nopaxenue opraHoB CCC, XXKT, nouek u rnas.
xapaktepHoe s ATTR-TTH

ITapanpoTenHeMuyeckue CooTBeTcTBHE IIpu snextpodopese OEIKOB  CHIBOPOTKH  C

JIEMHUEITMHU3HPYIOIINe 3MEeKTPOANArHOCTUIECKUM umMmyHo(ukcanmeit (8 HMY  A09.05.014

MOJTMHEHPONaTHH KPUTEPHUAM OmnpeneneHne COOTHOLICHHUs OEIKOBBIX (hpakiuii
EAN/PNS 2021, He | MeToJoM  3yeKTpodopesa)  BeisBIsieTCS M-
xapaktepHoe a1 ATTR-ITH rpagueHT. B rere TTR OTCYTCTBYIOT pesieBaHTHBIE

BapHaHTHI.

ITapaneoruiactuueckue AKCOHAJIBHBII tun | Hanuawme anTHHeiipoHanpHBIX aHTHUTEN (aHTHHU,

HNOJIMHENpONnaTuu MOpakeHUs HepBOB, Takoii xe, | RIi, Ma2) u pe3yabTaThl KIIMHUKO-
kak mpu ATTR-ITH HHCTPYMEHTAJILHOTO ocMoTpa IIOMOTal0T

YTOYHUTHL AUATHO3.

2) XpoHuyecKHe NOJHHEHPONATHH IPH CUCTEMHBIX 3a00seBanusx [1-5, 70-72]

AL-amuonmos AKCOHaNbHBIN tun | [Ipu  smexTpodopese OEIKOB  CHIBOPOTKH €
MIOpaXeHUsI HEPBOB, TakoH ke, | MMyHopukcammedn (B8 HMY  A09.05.014
kak mpu ATTR-ITH OmnpeneneHne COOTHOUIEHHUs OEIKOBBIX (hpaKIui

METOJOM  3JeKTpodope3a)  BhIABIIETCS M-
TPaJIMEHT U CEKpeLUs JIErKuX Lemneu Ig.
AL-amuionnos XapakTepeH TSt
MJIa3MOKJIETOYHBIX JUCKPA3Uil.

B rene TTR oTCyTCTBYIOT peneBaHTHBIE BApHAHTEHI.

3) TMoJuHeiiponaTHu Npu HapyumeHun Metagoausma [1-5, 70-72]

Junabernyeckas, AKCOHaJIbHbBIN Tun | buoxuMmuueckue nokasaTenu He XapakTEPHbI JUIs
nedunuTapHas, JWalv3Has | MOpaKeHHs HepBOB, Takol xe, | AT TR-TTH. B reHe TTR OTCYTCTBYIOT
TTHIT; xak mpu ATTR-ITH pEICBaHTHBIC BADUAHTHL.

ITHIT npu noyeuHoi wuaM

MNEeYEeHOYHOI

HCOOCTAaTOYHOCTH U T.1.

4) Tokcuyeckue nojuneiiponatuu [1-5, 70-72]
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AnxoroJyipHasi, AXCOHAIIbHBIH THUTI
nexapcteenHas ITHIT u np. MOpPa’KEHUsI HEPBOB, TAKOH XKe,
kak npu ATTR-TTH

OrsromieH TOKCHKOJIOTHYECKUI aHAMHE3.
B rene TTR oTCyTCTBYIOT pesieBaHTHbIC BapUAHTHI.

5) HacaeacrBennble Heiiponaruu [1-5, 70-72]

HMCH 1 tuna JleMyuenMHU3UpyOIUi TUIT
MOpaXXEHUsI epUPepUIECKUX
HEpPBOB, HE XapaKTePHBIN I
ATTR-ITH

IIpu HMCH 1 oTMeuaroTcs HE XapakTepHbIe IS

ATTR-IIH:

® 3aMeJiIeHHOe "100pOoKayecTBEHHOE" TeUeHue

® KOCTHO-CYyCTaBHbIE Jehopmanun

® OTCYTCTBHE BETE€TaTUBHBIX U CHUCTEMHBIX
COMAaTHYECKUX HAPYLIECHUH.

B rene TTR oTcyTCTBYIOT peneBaHTHEIC BApUAHTEHI.

Ipumeuanue: SHMI' — snextporeiipomuorpadus; XBIl — xpoHrdeckas BOCTIANHUTENbHAS TEMUCITHHAZHPYIOIAs
nonuaeriponatuy; [THIT — momaetiponatus, HMCH — HacnencTBeHHAs MOTOPHO-CEHCOpHAs HEHpOmaTusl.
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Ipuaoxenue b1. Anropurm geiicTBuid Bpaya

ITporpeccupyromias CEHCO-BETeTaTHBHAS W/HIIH
CEHCOMOTOpPHAs NOJIMHENHponaTus

A KapnanbHelii TyHHEIBHBIM CHHAPOM HET
U/UIK HETpeHaMEPEHHOE CHUKEHUE
Beca H/MITH HaJTM4Iue KITHHAKO-
HapaKkIMHUYECKHX IPU3HAKOB
nopaxenus cepaua, XKT, nouek,
MoneKkynspHO-TeHETHYECKOE UCCTIEI0OBAHNE HA JlnarnocTyka, UCKIIOYEHHE APYTUX IPUYHH
myTauuu resa TTP TOJIMHEUPONIATUU

I :

JA HET
MyTtanus

oOHapyxeHa

Juddepennmanbaas TMarHoCTHKA ¢ APYTUMH
(hopMamMy aMHIION/103a, BKITIOUAS «IUKUI»
THUIT TPAHCTHPETHHOBOTO aMHIION103a, U
CHCTEMHBIMH 3200JIEBaHNSIMH

Oo61mmecomatnyeckoe o0cieqoBaHne

W ckmrounTh aMIIONIHYO KapANOMHUOTIATHIO (Tpuiioxenue b2)
Omnpenenenne craguy 60JIC3HH

Bri6op MeToa NeucHus

Hauano naroreHeTHYeCKOi Tepanuu

Havano cuMITOMaTHYECKOW Tepaiu

Peabunuranus

Junamuaeckoe HaOOeHIE

MoJieKyISIPHO-TEHETHUECKOE TECTUPOBAHKE POJICTBEHHUKOB

OnnontepceH 45 mMr
€XKEMECSUHO,
Tadamuguc 20 Mr B cyTku
WY TIEPEcaKa Me9YeHH

[Nonuneliponarus ects,

v

KapAuOMHOIIATUH HET
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Oob1mecomaTnueckoe 00ciIeqOBaHNE

VcKiTrounTh aMUIOUTHYIO KapIHOMHUOTIATHIO (Tpriokenue b2)
Omnpenenenne craguu O0IE3HA

Br16op MeToxa nedenuns

Hayaso narorenerndyeckoil Tepanuu

Hauasno cuMnToMaTHYeCKOU Teparnuu

Peabunuranus

JluHamuaeckoe HaOJI0CHHE

MoneKysIpHO-TeHETHYECKOE TECTUPOBAHKE POJICTBCHHUKOB

ITonuneliponatus ecTb,

KapaAUnOMHONIATHH HET

Tonuueiiponarus u
KapJMOMHOIIATHH €CTb.
CuUMITOMBI IOJTMHEHPONATHH
npeodnasarT

!

OmoHTepceH 45 Mr 1 pa3 B MecsL MOJKOXKHO
nJIn
Tadamunuc 20 Mr B cyTKH
nJIn
repecasika eYeHu

OmnoHTepceH 45 Mr 1 pa3 B MecA1l HOJIKOKHO
Wi
Tadamuguc 61 Mr B cyTku
Wi
nepecajka rneyeHu
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IIpunoxenne B2. Aaroputm aeiicTBHii Bpa4ya NpH HAJIMYHMHM Y NAlMEHTAa WIH ero

poacTBeHHUKA myTanuu B rene TTP

O6HapyxeHa myTanus B reHe TTP y mamuenra ¢
MIOJINHENUPOIIATUEN UM €T0 POICTBEHHUKA

Hamuune Kap IHOJIOTHUECKUX
CHMIITOMOB/kaJi00: 001as ciabocTh,
YTOMIISIEMOCTb, OJIBINIKA,
TOJIOBOKpY)XEHHE, Tepedon B pabore
cepaua, CHUHKOTIAJIbHBIE u
MPECUHKOMAIBHBIC COCTOSHUS, OTEKH
HIDKHUX KOHEYHOCTEH

HA HET

A 4

Hckmrounts AMUWJIONJHYIO KapAUOMHOIATHIO

[puem (ocmoTp,
KOHCYJIbTALlMs1) Bpaya-
KapAuoIora

HET
JA

A 4

A

(xapauomMuonaTHs,
XCHc®B), 5XO-KI'
(yTomnmeHue CTeHKH>
12 Mmm)

ITpuem (ocMOTp, KOHCYTIBTAIUS) Bpaya-
Kapauosora 1 pas B rox, npu
HEOOXOIMMOCTH — MHCTPYMEHTAJIbHbIC
obcnenoBaHus

CHOAHTUTPA®USA *"Tc-PYP
ITnanapssiii cauMok + ODOKT

l

IloarBepxnenue
aMUJIOUTHOM

HET
JA

KapaAuOMHOIIaTUH

Tadamuguc 61 Mr B CyTKH
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Ipunoxenue B. Uudopmanusa 11 naumeHra

OnpeaegeHye U dNUIEMHOJIOT U

Tpancmupemunosas cemeuinas amunouonas noauneuponamusi (ATTR-ITH) — nporpeccupyroiee
HACJIEICTBEHHOE CUCTEMHOE 3a00JIeBaHKEe, B OCHOBE KOTOPOI'O JISKUT BHEKJIETOUHOE OTIOXKEHHE
bubpmIapHOTO OCNKa (aMHIION/1a) TPEUMYIIIECTBEHHO B BOJIOKHA MEpH(EPUUSCKUX HEPBOB, a
Takke B kietku cepana, JKKT, modek u rma3, 9To NpUBOIUT K HAPYIICHHUIO UX (YHKIIUU Pa3HOU
cTenieHu BbIpaxeHHoOcTH. IIpenmonaraemast pacnpoctpaneHHocTs ATTR-IIH Bo Bcem mumpe
cocrasistet 10 000 (1/1 000 000 uenosex), B EBporne - He menee 1 na 100 000 nacenenus [1-5].
ITHOJIOTHS

Paszsutune ATTR-ITH o6ycnoBneno Hanmnunem Mmytanuii B reHe T TR, Koaupyromero cuaTe3 Oenka
tpanctupetrna (TTP), cuHTe3npyeMoro npeuMyniecTBEHHO KIETKAaMH TIEYSHH U B 3HAUYUTEILHO
MeHblIel crenend (<5%) coCyIUCTOro CIUICTEHHs TOJIOBHOTO MO3Ta W MUTMEHTHOTO SMUTEIIHS
CETUaTKM TJIa3a U3 COCTaBismomel (pakuuu npeanbOymuHa. Ha ceromHAmHuil 1eHb OMHCAHO
6onbiie 130 marorennbix Mmyrauuid. ATTR-IIH nHacnmemyeTcss mo ayTOCOMHO-IOMHUHAHTHOMY
tuny. Puck HacnenoBanus 3aboneBanust cocraBisieT 50%. Jluia My»XCKOTo M KEHCKOro IoJjia
MOPaKAIOTCS ¢ PaBHOM yacToToH [1-5].

Kananyeckasi kKapTuHa

CuMnToMbl BapuaOennbHbl, pa3BUBAIOTCS MEIJICHHO, B TEUEHHE HECKOJIBKUX JIET U, KaK MPaBUJIO,
HA4YMHAIOTCS. CO CTOM C MOCJENYIOIIMM paclpoCTpaHEHHEM I10 BOCXOJAIIEMY TUIy Ha Oernpa,
tynosuiie u pyku. Cumnrombl ATTR-ITH o0s1uHO nipecTaBiaeHbl OTHOCUTEIHFHO CUMMETPUYHBIM
MOPaXCHUEM KOHEYHOCTEN U BKIKOYAIOT:
® (;1a00CTh B HOTaX U pyKaX, CH)KEHHE TOHYCa MBIIIIIL;
® HapylIeHHEe MOXO0JKU; HEYCTOMUMBOCTh U HapylIEHHE KOOPIMHALIUY IBUKEHUI;
® CHIDKEHHUE YyBCTBUTEIbHOCTH, OHEMEHHE WM MTOKAJIbIBAHUE B KUCTSAX U CTOMAX.
XapakTepeH HelpornaTHuecKuil 00JeBON CUHIAPOM U BEreTaTUBHBIE HAPYIICHHUS, BKIIOYAIOIIHE:
OpPTOCTAaTUYECKYIO T'MIIOTEH3MIO; 3alopbl, YEPEIyIOIIHUECS C Juapeel, NMPUCTYIbl TOLIHOTHI U
pBoTHL, Hapymenue Motopuku JKKT; 3anepxkky nnm HenepkaHnue MO4H, HEMPOTE€HHBIM MOYEBOM
My3bIPb, SPEKTUIBHYIO JUCHYHKIINIO, UMIIOTEHIINIO; HApYyILIEHWEe TOTOOTACNICHNUS, aHTUPO3.
ATTR-ITH moxer ne0roTupoBaTh ¢ ABYCTOPOHHETO KapHaJbHOTO TYHHEJIBHOTO CHHAPOMA WU
CTEHO3a MO3BOHOYHHMKA [ 1-5].
Jluarnocruka
Jl71s mocTaHOBKY AMAarHO3a Bpay TIIATEIbHO U3y4aeT HCTOPHUIO 3a00JIeBaHus, TPOBOAUT OCMOTP U
Ha3HAYACT JIOMOJHUTEIbHBIC METO b 00CIenoBanus [ 1-5]:

® aHaIM3bl KPOBU U MOYU;

® MOJICKYJSIPHO-TCHETHYECKUN aHaIN3, HAallpaBJICHHBIM HA MMOMCK MyTalnuid B reHe TTR,;
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e DOHMI — BBICOKOMH(OPMATUBHBIM MHCTPYMEHTAIbHBIH METOJl MCCIEAOBAHUS (HYHKIIUU
nepuepuIecKux HEPBOB;

e o0IecoMaTHuecKkoe 00CIeJ0BaHuE.
Ecnu B Xone BblIEyKa3aHHBIX METOAOB OOCIEIOBAaHUS YCTAaHOBUTH OHArHO3 HE YAAJOCh,
pPEKOMEH/IyeTCsl TPOBEACHNE MOP(OIOrHYECKOro UcCieoBaHus (OMOIICHs) JOCTYIHBIX TKaHEH
(KoXa M ’KMpOBas KIIeTUaTKa repeHeil OproIHONW CTEeHKH, CIIM3UCTas U MOJACINU3HUCTas 000104Ka
JIBEHAATUIIEPCTHON U MPSIMOM KUIIKH, CIFOHHBIE JK€JIe3bl) WIIM MOPAXEHHOI0 OpraHa ¢ LeJbio
BepU(UKALUU OTIIOKEHUH aMUIIOHIA.
OxonuarensHpli  auarHo3 "ATTR-IIH" ycranaBiuBaeTcss Ha OCHOBaHMM MOJIEKYJISIPHO-
FEHETUYECKOro aHaJIN3a WK ITPU MOP(OIIOTHYECKOM HccieqoBanui [ 1-5].
Jleuenue
Jns ATTR-ITH pa3zpaborana natoreneruueckas repanus. B Hactosmuit MomeHT B PO nocTynHb
Tpu mMeroja [1-5]:
® 10JICUSHEHHBII npuemM npenapama OnjioHmepcen 6 6ude CAMOCMOAMENbHbIX NOOKONCHBIX

UHBEKYUL C NOMOUWBIO A6MOMAMUYECKOU WNPUY-PYUKU

® nepopanbHuLl NONHCUSHEeHHbI npuem npenapama Tagamuouc
® MpaHCNIaHMAYUs neyeHu
[Ipu BBIOOpE MeTOna JIeYEHHsS NPUHUMAIOTCS BO BHHMMaHHE MHOTO (aKTOpOB: BO3pAcCT,
JUINTENIBHOCTh M TSDKECTh 3a00JIeBaHMsI, BBIPQKEHHOCTh CHCTEMHBIX HapylleHudl u 1p. Y
HEKOTOPBIX OOJIbHBIX, HECMOTpPS. HAa CBOEBPEMEHHO HA3HAYEHHOE aJIeKBATHOE JIEUEHHUE,
3a00JIeBaHE MOXKET MPOTPECCUPOBATh U HE MOAaBaThcs KOHTPOJ0. HU 0MH M3 U3BECTHBIX Ha
CEeroJIHAIIHUHI IeHb npenapatoB He uzneunBaer AT TR-TTH.

O01Me peKoOMeHIANMHT

1. M36eraTh 4pe3MEPHBIX IMOIIMOHATBHBIX U (PU3UYECKUX HATPY30K, COOJIOIATh PEXXUM TPyAa U
OT/IbIXQ;

2. OrpaHu4uTh MPUEM aJKOTOJIS U JIFOOBIX JPYTUX HEUPOTOKCHUECKUX MPENapaToB;

3. Cobumronath Ha3HAYCHHSI Bpada-HEBPOJIOTa;

4. Tlpunep>XKuBaThCs MPUHITUIIOB HEMIPEPHIBHON peabMIINTAIINH.

Kpaiine BakHBIM NJIsi IPOTHO3a SIBJSIETCS CBOCBPEMEHHOE HAa3HAYCHHWE JICUCHMUSI, TIIATEIHLHOE

HaOJIIOZICHUE 32 MAIUEHTOM U 3G (HEKTOM MPOBOANMON TEpPaAITUH.

Baxno MMPOBECTHU MOJICKYJIAPHO-TCHECTUYCCKOC 06CJ'ICI[OB8.HI/IC POACTBCHHUKOB IAlIUCHTA.

Ipuaoxenue I'l - I'N. [lIkanbl oneHKH, BOIPOCHUKUA M JPyrue OleHOYHbIE
HHCTPYMEHTbl COCTOSIHUS NALMEHTa, IMpPHBEJICHHbIe B KIMHHUYECKHX

peKoOMeHIauusX.

He npumenunmo
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