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1. AMUJIOIAO3 3A OAHY XBUJIUHY

Yci HopManbHi 6iNKK B HALWOMy OpraHi3mi 30aTHi Ao 6ionoriyHoro
PO3LLENIEHHA Ta MOBTOPHOTO BUKOPUCTaHHA. AMINOIf03 — ue
3aXBOPIOBAHHSA, MPY AKOMY aHOMasbHi 6inky HabyBaloTb HEMPaBUAbHOT
NPOCTOPOBOI CTPYKTYPW Ta YTBOPIOKTb GiOpUK, CTilK 4O pO3LenieHHs.
AminoigHi 6inkosi GibpuV BiAKNaAaTbCSA Ta HAKOMUUYIOTLCSA B

TKaHMHaX OpraHismy. AKLWO aminoif HaKOMNUYETbCA B HUPKAaX, cepui,
MeviHLi, LWIYHKOBO-KMLWKOBOMY TPaKTi abo HepBax, Lie NPU3BOAMTL A0
NOPYLUIEHHA GYHKLIOHYBaHHA BIANOBIAHVX OpraHiB. CUMATOMM aminoigosy
€ HacniaKom nopyLeHHs GyHKLT ypaxkeHVx opraHiB. IMOBIPHICTb YpaxkeHHs
MEBHOrO OpraHy 3anexuTb Bif TUMy Oifnka, AKWI HabyBa€E HEMPABMNbHOT
MPOCTOPOBOI CTRYKTYPW. 3aNEXHO Bifj yPaKeHX OPraHiB Yy NaLjieHTiB
MOXKYTb CMOCTEPIraTICA Taki CUMMTOMM: HE3PO3yMifla BTPaTa Macu Tina,
BTOMa, 3a/IMLIKa, NIHWCTa ceya, NprcKopeHe abo HeperynapHe cepLeduTTs,
HabpAKN (y AINAHL XKMBOTA, LWMKOMNOTOK i Hir), CXMIBbHICTE A0 YTBOPEHHS
CUHLLIB, CUHAPOM 3aM'ACTKOBOTrO KaHasy, CTeHO3 MOMepeKoBOro Biaainy
XPebTOBOrO KaHary, PO3PUBK CYXOXWb, @ TAKOX OHIMIHHSA Ta MOKOMIOBAHHSA
B KMCTAX | cToNax. Li npoaBn € Hacniakom NOWKOOAKEHHSA BiANOBIAHNX
opraHis aminoigH1MK 6inkamin abo NopyLeHHs IXHbOT GyHKLT. MeToau
NiKyBaHHS CNpAMOBaHi ab0 Ha NPUNUHEHHSA BUPOONEHHSA aminoiaHNX
binkis, abo Ha ix cTabinisalyito, o6 3anobirTv HEMPaBUIbHOMY 3roPTaHHIO
BINKOBMX MONEKYN | YTBOPEHHIO Gibpu. TakoX TPUBAOTb AOCIMKEHHS

3 pO3p0bNEHHA METOAIB NMiKYBaHHS, 3AaTHNX PO3UNMHATI BXKE HAABHI
aminoigHi BigKknaaeHHA. 3a BIACYTHOCTI NiKyBaHHA CUCTEMHNIA aMinoifo3
MOXeE CTAHOBWTYM 3arpo3y A1 KUTTA. TOMY paHHA Ta TOYHA AiarHOCTUKa

€ 3aMOPYKOI0 KpaLLWX Pe3ynbTaTiB NikyBaHHSA.



2. O TAKE AMIJIOIQO3?

YNPOAOBK YCbOro »KMUTTA Hawa [JHK MicTWTb iHCTRYKUIT AnA BUpOONeHHsA
HeBeNVKNX Monekyn, AKi HasmBaloTbCa Oinkamu. Lli 6inku 3abe3neuytotb
CTPYKTYPY Ta GYHKLIIOHYBaHHA Malixe BCix 6i0N0riyHNX NpoLecis,
HeobXinHUX Ans xuTTa. QepmeHTy, AKi 3abe3mneuyoTb POOOTY HalWX
KNITUH, FOPMOHW, AKi BMNMBAOTb Ha PICT | 0OMIH peUOBKMH B OpraHi3mi,

Ta aHTUTING, WO GOPMYIOTb Hallly iIMyHHY BIANOBIAb, - YCe Lie NpuKnaau
GyHKLIOHYBaHHA OinkiB. Malike BCe B HAWOMy OpraHi3mi — Bif KONbopy
o4en i nepeHeceHHsA KUCHIO KPOB'1o A0 30aTHOCTI NepeTpaBoBaTH NeBHI
NPOAYKTY XapuyBaHHA — BU3HAYaETLCA BiNKamu, AKi M BUPOONAEMO.

[Micna yTBOPEHHA B OpraHiami 6inKu NpupoaHUM UMHOM HabyBatoTb NeBHOT
NPOCTOPOBOT CTPYKTYpW. Came NpaBuiibHe 3ropTaHHA Oinka 3abe3neyye
oro HopManbHe QyHKLIOHYBaHHA. [poCTilue Kaxyun, Konum Hinkv MatoTb
NpaBuIIbHY MPOCTOPOBY CTPYKTYPY, BOHM BUKOHYIOTb CBOT QYHKLLT
HaNeXHMM YMHOM, WO CNPUAE NIATPUMAHHIO BIAHOCHO A0OPOro CTaHy
3A0pOB'A. AKLLO BiNKK HabyBalOTb HEMPaBMbHOI MPOCTOPOBOI CTPYKTYPH,
Lie BMNAMBAE Ha 3aTHICTb OPraHiamMy HOPMasnbHO GYHKLIOHYBATH, i 3 YacoM

MOXYTb BMHUKaTW Npobnemn 3i 3A0P0B'AM.

Binky 3 HeNPaBWIbHOK MPOCTOPOBOIO CTPYKTYPOIO MOXKY Thb
YTBOPIOBATUCA BHACNIAOK 3MiH FreHETUYHOTO Koay (MyTauil), YUNHHWKIB,
MOB'A3AHMX i3 XPOHIYHMM 3ananeHHAM, abo NPOCTO B NPOLeCi CTapiHHA.
[onpw ue, Hal OpraHi3m 3a3BKl4yar 34aTHM PO3Mi3HaBaTh Ta BUAANATA
Taki aHomanbHi 6inku. OfHaK y AeAKKX BUNafKax OpraHiam BMpoobnse
Oinblie aHOManbHKMX OINKIB, HiXK 30aTHNI NepepodbuTH, abo B3arani He
MOKe X PO3LLENIOBATY 1 BUBOAWTW. [TOPYLLIEHHA YTBOPEHHA Ta 0OPOOKM
6inkiB (Mpouecis, CyKynHICTb AKX HAa3MBaOTb MPOTEOCTa30M) MOB'A3aHI 3

PO3BUTKOM BaraTbOX 3aXBOPIOBAHD.
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3ropHyTHit Ginok HenpasuneHo 3ropHyTiid 6inok  Aminoiani di6punm
(aminoip)

(QHYBANbHA EIEKTPOHHA
MiKpockonis - BUMsA,
aminoigHnx ¢ibpun

AMinoi0 — ye pe4o8UHa, Uj0 yMeoploeEMbCs 8HACIOOK HENPABUIbHO20 320PMAHHS
6inkis. Monekynu aminoidy 3'eOHyrombCa Mixx cob60to, ymeoprotoyuu Xopcmki NiHilHi
80J10KHA (¢hibpunu), AKi 8iOKNAOArLMbCA 8 MKAHUHAX | Op2aHax.




Y WMPOKOMY PO3YMIHHI aminoigo3 (BUMOBNAETHCA aHMMIMCbKOI AK «am-
uh-loy-doh-sis») - Lie ofiHe i3 3axBOPIOBaHb Yy AeAani YUNCIeHHIWIiN rpyni
nopyLleHb, MOB'A3AHKIX i3 HEMPABWIbHM 3ropTaHHAM OINKiB. ICHye 6arato
PI3HMX TUMIB amiNoifo3y, NpoTe B yCix BUMNaAKax OifkM 3 HeNMpaBmIbHOO
MPOCTOPOBOIO CTPYKTYPOIO, AKI Ha31BaOTb aMminoifom, HabyBatoTb
0CcobnMBOT GopMK, Yepes AKY OpraHiamMy BaykKO iX pO3LIENSIIOBATY.

Ha3Ba «aminoig» NoxoamnTb Bif TAaTUHCbKOro C/I0Ba, LLO O3HaYaE
«KPOXMANenofibHWMy, OCKINbKM PaHille BBaXKanocs, WO Lisi peYoBMHa
CKNAAAETbCA 3i CKNAMHMUX MOMeKy LIyKpiB. 3rogom Oyno BCTaHOBMEHO,
O aminoif cKNafaaeTbca 3 OiNKiB i3 HeNpPaBMIbHOK NMPOCTOPOBOLD
CTPYKTYpOt0. Hepes Taky 3MiHy CTPYKTYPM aMinoigHi 6inku MoxyTb
3'€AHYBATNCA MiX CODOI0, YTBOPIOKOUN KOPCTKI NiHIMHI BONOKHa (ibpwmnn),
AKI HAKOMMUYIOTbCA B OpraHax i TKaHMHax opraHi3my. 3anexHo Bif

MiCLLA HAKOMMYEHHA aminoiny, HaNPUKNag y HUpPKax, cepli abo HepBgax,
BMHWKAIOTb Pi3HI CUMITOMM Ta MOTEHLIMHO Hebe3neyHi Ans XUTTA CTaHN.

Xoua aminoigo3s sinomur i3 XIX cToniTTa, e NpoTAroM OCTaHHIX KifTbKOX
JecATUNITb Hallle PO3yMIHHA LIbOro 3aXBOPIOBaHHS CyTTEBO MOMMOUNOCH.

Ha cborogHi BuasneHo 42 pisHoBmav OINKiB, HeMpPaBNIbHE 3ropPTaHHA AKX
noB'A3aHe 3 PO3BUTKOM aminoigo3sy. OcHOBHI GOpPMI 3aXBOPIOBAHHA OMVICaHI
B HACTYMHOMY PO34ini. Y xo4i AOCNIIKEHD NMPOAOBXKYOTb BUABNATY HOBI TMY

inKiB-NonepenHVIKIB, AKI MOXYTb MPVU3BOAWTA [10 YTBOPEHHS aminoiay.

X0o4a iICTOPUYHO aminoifno3 BBaxkanm PIOKICHUM 3aXBOPIOBAHHAM,
HelloaBHI JOCNIAKEHHA CBIAYATb, O AeAKI MOro TUMY TPAnIATbCA
YacTille, HiXK BBaXanocsa paHille. Hanpurknag, y CBiTi LWOPOKY PEECTPYIOTh
npvbnnsHo 74000 BMnaakis AL-aminoifosy, npruyomy, 3a OLiHKamu, nuLie
B [iBHIUHIM AMepuLi AiarHo3 BCTaHOBMOWTL Nprban3Ho 4000 nogam.

Lle nprbnm3Ho 1/5 KinbKoCTi BUMaAKIB MHOXMHHOT MIENIOMM i 3@ YaCTOTOHO
BUHWUKHEHHSA € ONN3bKIM 1O MOKA3HKKIB 414 XBOPOobM XomxKiHa abo
XPOHIYHOTO Mienonenkosy. AmMinoino3 AT TR, AKMI Mae CnagKoBy Ta
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Hosi monekynu 6inka,
L0 YTBOPMIIMCA B KNITMHAX

" Aminoig
HAKOMMYYETbCA
y KpoBoObir

AMinoigHi 6inku
Pe3UCTEHTHI fo
pos3LenneHHs,
O NPU3BOAMTD
[,0 30XBOPIOBAHHS

Bene no HopmansHoi OpraHisam B HOpMi
6ionoriuHoi PyHKuii po3Liennioe
Ta nepepobnse
aHoManbHi Binku

binku 3 HenpasubHOK NPOCMOPOBOIO CMPYKMYPOIO MOXYMb ymeoprosamucs
8HACJIIOOK 2eHEMUYHUX YUHHUKI8 abo nid 8n/IUBOM iHWUX (hakmopie, N08’a3aHux

i3 XpOHIYHUM 3aNaaeHHAM YU CMApiHHAM.




BIKOBY GOPMU, TPAMNAETLCA YacTille, HiXX AL-aminoigos, i Mmoxe byTu
npudmHoto 0o 10-15 % BMNaOKIiB 3aCTIMHOT CepLEeBOl HeAOCTaTHOCTI B
TOAEN NOXMNoro Biky. [onpu ue, AiarHo3 aminoigo3y YacTo 3aMWaETbCA
HeBCTaHoBNEeHMM. OCKINTbKIM ICTOPUYHO Lie 3aXBOPIOBAHHA BBaXanu
Ha[3BMYaMHO PIAKICHWM, CTYAEHTU-MeVKM Ta Nikapi MOXYTb He
OUiKyBaTW 3ITKHYTLCA 3 HUM Yy CBOI NpakTuui. Kpim Toro, HecneundiuHi
CMMNTOMM (AK-OT BTOMa ab0 33MLLIKa) MOXYTb MOMMIKOBO NOACHIOBATHCA
NOWMPEHILLVMM MPUYVHAMYM 3aXBOPIOBAHb NEreHs i cepLeBO-CYANHHOT
cnctemu. Tomy GakTMUHa NOWVPeEHICTb aminoigo3y, IMOBIPHO, BMLLA, HIXK
BBaAXKAETbCA Hapa3si. JlikapAam-KniHiLMcTam i naTomopdonoram BKpan
BAXX/IMBO PO3MNALATY amifoif03 AK MOXKIIVIBUI larHO3 Y NauieHTIB i3
XapaKTePHUMI CUMATOMaMK (ONMCaHUMK B PO3AINi 4). Bpaxosytouu
cneundiuHe 3abapBneHHs Ta XiMiuHi BNacTMBOCTI aMinoifgHvx OifkKis,
BMABUTY Lie 3aXBOPIOBAHHA 3a LOMOMOIOI0 BIAMNOBIAHWUX JOCNIAXKEHb
BIIHOCHO HECKNaAHO. PaHHA Ta TOYHa AiiarHOCTVIKA MaE BMpilLanbHe
3HaYEHHA ANA TOro, WoO NaLEHTV MO CKOPUCTATUCA AOCTYMHUMMA

MeToAamn NikyBaHHA (ONMCaHUMM B pO3fini 5).
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3. TN AMUTIOIOO3Y

IcHye 6araTo pi3HWX GINKIB B OpraHiami, Aki MOXKyTb HabyBaTV
HenpasWIbHOI MPOCTOPOBOT CTPYKTYPW Ta CIPUYUHATY PO3BUTOK
aminoinosy. CxmnbHICTb 10 YTBOPEHHA aHOManbHYIX DINKIB MOXe
yCMaaKoBYBaTUCA Bifl 6aTbKiB a00 BMHMKATN BHACNIAOK CMOHTAHHMX
MyTauiv IHK. Y geaxknx BrMnagkax aminoifgo3 po3BrBacTbCA BHACIAOK
XPOHIYHMX 3aMmanbHKx abo IHGEKLiNHKX 3aXBOPIOBaHb UK (3pigKa)
TPWBANOro NPOBeAEHHA [ianidy. 3HauyHa YacTka BUMaAKIB 3yMOB/EHa
3aXBOPIOBAHHAM KICTKOBOIO MO3KY, AKE Ma€ MeBHi CMifibHi prcK 3

PI3HOBMOOM PaKy KPOBI - MHOMMHHOK MIENTOMOIO.

Y Mipy HaKOMMUYeHHs aminoiaHMX OINKIB Y KPOBI BOHM 3peLLTOlo
BifKNAAAI0OTECA B OpraHax i TKaHuHax y BUrmaai aminoigHux ¢iopun. L
BiAKNAAEHHA MOXYTb MOPYLYBaTV GYHKLIIOHYBAHHA KiNbKOX CUCTEM
OpraHiamy abo obmexxyBaTCA OAHIEID AINAHKOLO TiNa (TOKani3oBaHWM
aminoino3). HanuacTilwe aminoif BiAKNaaaeTbCs B HUPKaXx, CepLi Ta HepBax.
TakoXK MOXe OyTV ypaxkeHa NeviHKa, CenesiHka, LWnyHKOBO-KMLLIKOBWIA TPaKT,
WKipa Ta AnxanbHi waaxu. Xoda Oinkn-nonepeHuiky, 3 AKX yTBOPIOETHCA
aminoin, MatoTb pisHi GopMK Ta PO3MIPHK, MICNA YTBOPEHHA aMiNOIAHMIX
BifKNaAeHb YCi BOHM XapaKTepu3yoTbCA NOAIOHO HEMPABWIBHOD
MPOCTOPOBOIO CTPRYKTYPOIO. Pi3HI TUMW aminoiaosy KnacudikyioTs
3anexHo Bif binka-nonepeaHNKa, 3any4eHoro o NpoLecy. K Moka3aHo

B Tabnuui 1 (Ha NPOTUNEXHI CTOPIHLL), NS NO3HAYEHHs TUMIB aMiNoifo3y
BUKOPWCTOBYIOTb 3pYUHY CUCTEMY HaiMeHyBaHb: Npedikc «A» 03HaYae
aminoig, Nicna AKOro 3a3HayaloTb CKOPOUeHyY Ha3By Oifka, WO CIPUYKHAE
MOro yTBOpeHHA. Hanpuknaa, AL no3Havae aminoif, yTBOPEeHNI i3 Nerkiix
NaHUoriB iMyHOrNoobyniHiB; AA - aminoia, NoB'A3aHNI i3 CUPOBATKOBKIM

aminoigHm 6inkom A; ATTR - aminoin, yTBOPEHNI i3 TPaHCTUPETUHY.



I>KEPENO AMINOIAY CUHOPOM
(Binok-npekypcop)

Tabnuys 1. Mpuknadu aminoioosy. Y cucmemi HatimeHy8aHb iimepa «A» 03Ha4yae aminoio, a
3a Heto 000aemeca abpesiamypa 6iska, U0 J1eXXUms 8 OCHO8I 30X80PHOBAHHS.




UinicHi antuTing

Mpu AL-aminoidosi nnasmamuyHi KimuHuU 8 KicMKoB8oMy MO3KY 8Upob6amMb
HAOMipHy KinbKicme aHmumin y 8uenA0i «8ineHUX se2Kux aHytozie». Lji 6inku
HenpasusibHO 320pMAtMeCA, ymeopIoloyu aminoio, HaKoNU4ylomsCa 8 Kposi ma
8i0K1ad0aomecs 8 6azameox cucmemax opeaHis.

Huxue HaBefeHO KopoTKMM onuc Al-aminoino3sy, AA-aminoifosy, pisHux
CNaaKoBKX GopMm aminoino3y, AT TR-aminoifnosy AvKOro Tvny, a TakoxX
aminoigo3y ALECT2, piani3-acouifoBaHOro Ta 10KanizoBaHOro amifnoigo3sy.



Jlerki naHuorm

HenpaBMuJIbHO
{/ 3rOpHynucs
3 YTBOPEHHSIM
aMmouJ,y

MinoigHi ¢ibpunu
HAKOMUUYIOTbCS
Y TKQHUHAX
i opraHax

AL-aminoipo3

IcTopruHo AlL-aminoino3 (@bo NepBMHHWUI aMminoifo3) BBaxKanu
HavnolmpeHiwoto GopmMoto 3axBoptoBaHHA. OfHaK OCTaHHIM Yacom
HavdacTiwe aiarHocTyioTb AT TR-aminoifgo3 AuKoro T1y, ocobnmneo
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B MaLiEHTIB CTAapLIOro Biky. AL-aminoigo3 NoOYMHAETLCA Y KICTKOBOMY
MO3KY - M'AKIl TKaHVHI, O 3aMOBHIOE MOPOKHWIHN KiCTOK i B AKIl
YTBOPIOIOTbCA ePUTPOLNTA Ta NnenkoumTy. OWH i3 BUAIB NENKOLWTIB,
AKNA HA3MBAETLCA MNA3MATUYHVIMU KNITUHAMK, BUPODBAAE aHTUTING,

AKi 3aXMLLIAI0Tb HaC Bif iHQeKUiN. Lii 6inku-aHTUTINg (iIMyHOrMObYniHN)
CKNaJAloTbCA 3 MONEKY NETKNX | BaXKKMX NAHLIONB. 3a3BMYan Hauwi
nnasMaTUYHI KNITUHW BUPOONAIOTb MOBHOL|IHHI aHTWTING, a uepe3
MEeBHMI YacC OpraHiam po3ulensioe Ui 6inKkn Ta MOBTOPHO BUKOPUCTOBYE
IXHI KOMMOHeHTW. TpoTe nprn AL-aminoigosi yTBOPIOETHCA HaaMipHa
KiNbKiCTb HeCHOPMOBaHMX BINKIB, NErKMX NaHLIIONB i3 HEMPABMIbHOO
NPOCTOPOBOI CTPYKTYPOIO. Lli «BinbHI nerki naHuoru» (a B pigKiCHUX
BMMAAKAX, | BAXKKI NAHLIOM 3 HEMPaBWIbHOIO MPOCTOPOBOID CTPYKTYPOIO)
He MOXyTb edeKTVBHO po3LlenoBaTUCA. BoHuW 3'€qHyI0TbCA Mix cOO0I0,
YTBOPIOIOUY amMinoiaHi Gidbpunnn, ki HaKOMMUYTbCA B MO3aKMITVHHOMY
NPOCTOPI OPraHiB i TKaHVH. YHACNIAOK LbOro NMopyLyeTbCA HOPMasbHe
GYHKLUIOHYBaHHA OpraHi3my. 3a3Bm1yait BUHMKAOTb NOPYLIEHHS B
oaHoMy abo KinbKOX opraHax: HUpKax, cepli, nediHLyi, cenesiHLi, Hepaax,

KMLLEYHWKY, WKIPI, A3MLI, M'SKNX TKaHMHaxX ab0 KPOBOHOCHNX CYAVHaX.

AA-aminoipo3

AA-aminoigos (abo BTOPVHHNIA aminoino3) po3BUBAETHCA BHACTIAOK
NifBMLIEHHA PIBHA LIMPKY/IOIOYOrO CMPOBATKOBOIO aMinoifHoro Hinka

A. PiBEeHb CMPOBATKOBOrO aminoiaHoro 6inka A 'y KpoBi NifBMLLYETbCA

AK MPUPOAHA PeakLiia opraHiaMy Ha iHQEKL o Ta 3amnaneHHs. 3aranom,
AKLLIO MALEHT Ma€ iHbeKLiHe abo 3ananbHe 3aXBOPIOBAHHA NMPOTATOM
WecTn Micauis abo AoBLLe, Y HbOro iICHYE PU3KK PO3BUTKY AA-aminoifosy.
[10 XPOHIUHKMX 3ananbHKX 3aXBOPIOBaHb, AKI MOXYTb MPY3BOAUTH [0
PO3BUTKY AA-aMinoifo3y, HanexaTb PeBMaTUYHI 3aXBOPIOBAHHA (30Kpema
IOBEHINBbHNI | JOPOCAVI PEBMATOIOHWI apTPWT), 3analbHi 3aXBOPIOBAHHA
KULLEYHWKY, TYOEPKyNbO3, XPOHIUHMI OCTEOMIENIT, CUCTEMHU YEPBOHNI
BOBUYAK, a TAKOX CMaAKOBI rapPAYKOBI CUHAPOMM, HaNpVKAaz CiMenHa



cepefzeMHoMOpCbKa rapadka (CCI). 3aBasaKM NikyBaHHIO OCHOBHOMO
3aMasibHOro 3aXBOPIOBAHHSA LAl OPMa amiNoifo3y HUHI TPANNAETLCA pifLe.
BigknageHHs aminoigy 3a3snuan NnovnMHaTbCA B HUPKAX, ane Takox MOXKY Tb
yparkaTUCA NeviHka, cenesiHka, NimdaTnyHi By3nn, ceplie Ta KULLIEYHMK.

CnagKkoBuUN TPAaHCTUPETNHOBUN aminoifos
(ATTRv a6o hATTR)

AK BUNIMBAE 3 HAa3BW, CNaIkOBWI aMiNIOIA03 PO3BMBAETLCA BHAC/TIOK 3MIHM
(MyTauil abo BapiaHTa) reHa, AKMN Koaye OiNoK, 3anyd4eHui 1o NaTonoriyHoro
npouecy. MyTalii 3a3B14ai yCraaKoBYOTbCS Bifi OAHOTO 3 6aTbKiB.

Y pigkicHnx Brnagkax y AHK mognHn BUHMKaE HoBa MyTauid, He
yCrnafKkoBaHa Bifj 6aTbKiB, AKa 3rojoM MOXe NepeaaBaT1ca HacTyMHMM
NOKONIHHAM. HarnowvipeHiwa ¢opma CnakoBoro aminoiao3y 3ymoBneHa
MyTaL[iAMU reHa, Lo Koaye 6inok TpaHcTupeTuH (TTR), KW BUPOONSETHCA
nepeBaxHO B nediHLi. Liei TN yacto Ha3meatoTb AT TRV abo «BapiaHTHMM
ATTR», MpOTe TaKoX BMKOPUCTOBYIOTb Mo3HaueHHA hAT TR (cnagkoBui
TTR-aminoino3) abo ATTRM (aminoifos, nos'szaHnii i3 mytoBaHm TTR).
TTR - ue 6inok, AkMIM bepe yuacTb Y TPAHCMOPTYBAHHI TUPOKCUHY
(ropmoHy wmTonoAibHOI 3a103w) Ta peTnHony (BiTamiHy A) B opraHismi.
Binomo noHap 130 myTauin reHa TTR, AKi CNpUUnHAIOTb HeCTabiNbHICTb
Binka Ta oro HenpaBuIbHe 3roPTaHHA 3 YTBOPEHHAM aminoiay. YpaxeHHs
MO>YTb 3a3HaBaTW Pi3Hi OpraHi, 0COBNNBO HEPBOBA CUCTEMA Ta CepLie.
CMMATOMM HaMyacTile BUHMKAOTL Y cepejHbOMy abo CTapLLIOMyY

BiLLi. AKLLIO NepPEeBaXKHO YParkaloTbCA HEPBM, 3aXBOPIOBAHHA Ha3M1BaloTb
CNaAKoBMM, ab0 BapiaHTHMM, aMinoifo30oMm i3 noniHenponaTieo
(ATTRV-PN); AKLIO NepeBaxHO ypaxaeTbCA cepLie - CNagKOBUM,

abo BapiaHTHMM, aMminoifno3om i3 kapaiomionarieto (ATTRv-CM).

Harbinbw gocnigxeHa y ciTi MyTauia TTR Ha3uBaeTbca Val30Met.
BoHa cnpuunHae ypakeHHs HepBiB, a iHoAi 1 npobnemu i3 cepuiem. IHwWa
nowmpeHa myTauia y CLUA - Thr60Ala, Aka Npr3BoAnTb 10 MOTOBLLIEHHS
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CepLeBOro M'A3a Ta ypaxxeHHA HepBiB. HanuacTille BOHa TPanIA€TbCA

B Ntof1eN ipnaHACbKOro MOXOAMKEHHS, OCOOMMBO B ANnanadcbKomy

perioHi CLLA. Xoua TpaHCTUpeTVH-oNnocepeaKoBaHnin aminoigo3 (ATTRv)
3YCTPIYAETLCA B CIMENCTBAX MalKe KOMHOI ETHIYHOT NPUHANEXHOCTI, iICHYE
oavH BapiaHT TTR, V1221/V1421, aknit 0COBNMBO NOLWUPEHUI cepeq
abpoameprKaHLiB i nogen appo-KaprnbCbKoro MOXOMKEHHS. 3a OLiHKaMMY,
3-4 % TeMHOWKIPUX aMePUKaHLIB € HOCIAMM LibOro BapiaHTa reHa TTR.

Lle o3Hauae, wo nuwe y CLA noro matotb noHad 1,35 MinbiroHa mogen.
Tomy ATTRV CTaHOBWTbL 3HAUHY YaCTKy BCiX BMMAaAKIB aminnoigosy cepep
TEeMHOLWKIPNX amepuKaHLiB (25 % Bunaakis y win nonynadii). Jlikapam
BAXK/MBO PO3rNAAaTh Lo GOPMY aminoiao3y Ak OAHY 3 MOXKAMBUX MPUYNH

3aCTIMHOI CepLEeBOl HeAOCTAaTHOCTI B TEMHOLLKIPUX amepyKaHLiB.

Aminoigos AuKoro Tuny, NnoB’A3aHumn

i3 TPAHCTUPETNHOM (ATTRwi)

AMINOIA03 AVKOrO TUMY, MOB'A3aHNI i3 TpaHCTUPEeTUHOM (AT TRWT; paHiwe
Ha3/BaBCA CTapeUMM CUCTEMHKM abo BIKOBYMM aminioin030M), 3a3BMYali €
3aXBOPIOBAHHAM i3 Mi3HIM NMOYATKOM, AKE PO3BMBAETHCA MPOTATOM XUNTTA,
a He YCMafKoBYETbCA. IHWLMMK CioBami, 3a L€l dopmm ATTR myTauii

reHa TTR Hemae. AMINOIAHI BiAKNaAeHHA HAaKOMUYYIOTbCA B OpraHi3mi 3
HOPManbHVIX BINKIB TPAHCTUPETUHY (AVKOrO TWMY). AMINOIAHI BigKnaaeHHs
ATTRWT HakOMMUyTbCA NepeBaXKHO B CepLi toden CTapworo Biky. Y
NALIIEHTIB i3 LM 3aXBOPIOBAHHAM 3a3BK14Yail CNOCTEPIraloTbCA MOBINBHO
NporpecyoUi cepuesi CUMNTOMU. BBaXaeTbCd, WO TPaHCTUPETUH-
aCoUiMOBaHMI aminoifos, AK CNafKoBUM, Tak i ANKOTO TUMNY, 3yCTPIYaETbCA
yacTiwe, Hix AL-aminoifos, xoua Moro YacTo He AiarHOCTYI0Tb. Hanpuknag,
BiaknageHHa ATTR y cepui BuABnATh y 20-25 % niofer Bikom noHaa

75 POKIB. Y eAKMX BUMafKax BigKNaAeHHA HaKOMMUYOTbCA HAaCTINbKN
3HAYHOI MIPOIO, WO CNPUYMHAIOTL 3aCTIMHY CepLeBY HedOCTaTHICTb,
HaBITb AKLLO 3a pe3ynbraTamn AiarHOCTUUYHUX JOCNIAKEHb, AK-OT
exokapgiorpadia (ynbTpasBykoBe fOCIXKEHHA cepua), HacocHa QyHKLiA
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cepuA 30aeTbcA 30epexeHoto. [Monpu Te, WO paHile ANA No3HaueHHs
L€l rpynu NiATUMNIB amiNoifo3y BUKOPUCTOBYBaNV TEPMIH «CTapeyuniny,

Liel CTaH He MOoB'A3aHuI 3i CTapeyoro HEMIYHICTIO Uk AeMEHLIEO.

@ HopmansHe cepue Aminoip y cepui

(1)
£ = e

_ o, / _E£0°
O6'eM HAl =60 % o \ @ O6'cm Ha LOG =50% o
nouarky q)pOKLI,ISI 98 y nou4atky M CDPGKU.IH
\. ‘ BUKMAY

8

ATTR yacmo cnpu4uHsAEe cepyesy HedocmamHicme 3i 36epexeHoro gpakuiero sukuoy (CH3DB).

ALECT2-aminoigos

OpHWUM i3 HaHOBILLKX BINKIB, AOAAHNX 4O NepeniKy aminoigoreHHx
6inkie, € ALECT2, aknii noxoanTb Bif OiNKa, WO BMPOOAAETLCS Binnmm
KPOB'AHVIMI KNiTHaMK (nerkoumTamn). Lle 3aXBOptoBaHHA HanuacTille
BUABMAIOTL Y KOPIHHWX HAapOLAiB AMEPUIKI, MEKCMKAHLIB | MpeACTaBHYIKIB
nepLmnx Hawin KaHagu. Moro Takox Brsenany 8 IHaji Ta Ha brnsbkomy
Cxopi. Xoua gocnig’eHHA NpUYnH HeNPaBUAbHOIO 3ropTaHHA

6inka LECT2 Ta yTBOpPEHHA aminoifgH1x BidknaaeHb y noaen i3 Lmum
3aXBOPIOBAHHAM TPVWBAOTb, AOCTOBIPHMX AOKa3iB Toro, wo ALECT2
BMNHMKAE BHAC/ILOK reHEeTUUYHMX MyTaL i, Hemae. AK i 3a IHLWX BIKOBMX
bopm cnctemHoro aminoifosy, 3okpema ATTRwt Ta Gopm, nepeniueHunx
Y HaCTyNHOMY PO3AiNi («IHWi TMAW aminoigo3y»), aMinoigHi BigKNaaeHHnA
YyTBOPIOIOTbCA 3 HEMyTOBaHWX binkis (binkis gnkoro Tmny). Lo dopmy
33aXBOPIOBAHHA MOXYTb MOMMWIKOBO AiarHOCTYBaTH ab0 X BOHa MOXe
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3aINWKTUCA HefliarHOCTOBAHO. 30KPEMa, OAHE AOCTIAKEHHA NMOKa3ano,
wo ALECT2 morke ByTV AOCUTb MOWWPEHUM TUMOM HUPKOBOTO amifioiao3y,
0COBNMBO cepep] NALIEHTIB MeKCMKAHCbKOTO NoxoaxKeHHs. [ia uac aHanisy
3Pa3KiB TKaHWHW HUPOK, Lo MicTUnY aminoin, ALECT2 6ys TpeTim 3a
nowvpeHricTio Tnnom (2,5 %). [ina nopiBHAHHA: yacTka AL cTaHoBMNa 86 %,
AA-7%,a ATTR-1,4%.

AB,M-aminoipos

Ale\/\—aMino'lnos (abo pianiz-acouiioBaHMt aminoino3) Moxe PO3BMBATUCA
B MALIEHTIB i3 HUPKOBOI HEAOCTATHICTIO, AKI NepebyBatoTb Ha Aianisi
NpOoTAroM 6araTbOx POKIB. BINOK, WO LMPKY/IOE B CUPOBATLI KPOBI,
6eTa-2-MikpornobyniH (35M), HaKONMUYETLCA B KPOBI, OCKINbKK HE

MOe MPOXOANTH KPi3b Aiani3Hni GinbTp. 3aBaaKM CyUacHVM [ianizHnMm
dinbTpam Us Npobnema MOXe BUHUKATV piaLle, i, BignoBigHO, YacToTa

Liel bopmu aminoino3sy, Cxoxe, 3HWXKYETbCA. 3a L€l GopmMI aminoifosy
dibprnK, yTBOPEHi 39M, HAKOMNUYIOTLCA B TKaHMHAX, OCOONMBO B
cyrnobax i cyxoxmnnax. Lle cnpuumHae 6inb, CKyTiCTb | HaKONUYEHHS

PIgNHW B Cyrnobax, a Takox CUHAPOM 3an'ACTKOBOIO KaHany.

IHWi TN aminoipgosy

OKpiM YNCIIEHHMX PI3HMX CNadKkoBmx MyTauin TTR, AKi cnocTepiratoTbCa
npwv ATTRY, iCHYIOTb iHLWI reHHi MyTaLii, Lo BNAMBAOTb Ha Pi3Hi GiNKK Ta
NP13BOAATL 4O PO3BUTKY aMminiolfo3sy. Xo4a BOHW TRAMIATLCA AyKe
PIAKO, A0 HUX HanexaTb: AFib (YyTBOPIOETbCA 3 a-naHuora GibpuHoreHy
A, He Cnlig NAyTaTV 3 NOWNPEHNM NOPYLWEHHAM CEPLEBOrO PUTMY -
dibpunauieto nepeacepb, AKY TaKOX YacTo HasmBaloTb «A-Fib»); AApoAl
(yTBOPIOETLCA 3 anoninonpoTeiny Al); ALys (YTBOPIOETLCA 3 Ni30LMMY);
AGel (yTBOPIOETLCA 3 FeNICONIHY).

Kpim Toro, xoua ATTRwt € HalimowVPEHILW o BIKOBOK GOPMOLO
aminoifo3y, 0 iHWWX NPUKIaiB BIKOBOrO aMinoigo3sy Hanexarts: APro



(yTBOPIOETLCA 3 NponakTuHy); ACal (YTBOPIOETHCA 3 KaNbLUUTOHIHY);
AIAPP (yTBOPIOETLCA 3 aminiHy); AANF (yTBOPIOETHCA 3 MepeacepaHoro
HaTPINypeTUYHOro GakTopa). Y KOXKHOMY 3 LIX BUMAAKIB aMinoifos
CNPVIYUHEHWI HEMPAaBWUbHVIM 3ropTaHHAM HEMYTOBAHMX OIifKiB AMKOro

Ny (aK i npy ATTRwi).

JlokanisoBaHun aminoigos

Xoua OCHOBHI GOpPMU CUCTEMHOTO aminoifo3y ONMCAHO BHLLE, BaXKMBO
PO3YMITH, WO aMiNOIAHI BIAKNaAEHHA IHOLI MOXYTb YTBOPIOBATNCA

B OKpeMMX AinAaHKax opraHiaMy 6e3 03HaK CMCTEMHOIO 3aXBOPIOBAHHA.
Lli nokanizoBaHi, NyxnnMHONOAIOHI BifknaaeHHs HaruacTille BUHWUKaoTb
y CEYOBOMY MiXypi Ta ANXanbHUX WNaxax (Hanpuknag, y Tpaxel abo
nerexax). BigknageHHa Takox BUABAANM B AiNAHLI OKa Ta HAaBKOMO
HbOTO, Y WNYHKOBO-KWLLKOBOMY TPAKTI, LUKIPI 4 MOMOYHIM 3a103i.
HaryacTiwe nokasnisoBaHi aMminoigHi BigkNageHHs cKnagaoTeca 3 OinKis
nerknx NaHutoris iMyHornobyniHis (Ak npun Al-aminoigo3si). OgHak npu
JIOKasizoBaHOMY aMifioifgo3i aHOManbHi MnasMaTnyHi KAITAHK, Wo
BUPOONAIOTL Nerki NaHUM, 3 AKX YTBOPIOETHCA aminoif, MiCTATbCA

B YPaKeHMX TKaHWHaXx, a He B KICTKOBOMY MO3KY.

[HLWI HeCMCTeMHI TUMKX aminoino3y NoB'A3aHi 3 ropMOHaNbHUMK GinNkamu,
CTapiHHAM abo NeBHUMU AiNAHKaM1 opraHizmy. Ocobnmeoto Gopmoto
NOKanizoBaHOro aminoifosy € LepebpansHa aminoifHa aHrionatia (CAA).
X0o4a NprYrHa UbOro 3axBOPIOBaHHA AOCI HEBIAOMA, Y AEAKNX S0
CAA MOXe MaTi CMaiKoBUI xapakTep. AMInoigH1in 6inok BinknanaeTbca
B CTiHKax apTepil roNoBHOIO MO3KY, MiABULLYIOUN PU3NK IHCYBTY,
JeMeHUiT Ta KpOBOBMIMBIB. XOUa Lie HEBPOSIOTiYHe 3aXBOPIOBaHHA
HanuacTile CNoCTepiraeTbCA B NaLieHTIB CTapLOro Biky, BOHO He
noB'A3aHe 3 XxBOpPOH oK AnblLirenmepa.
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4. OIATHOCTUKA

Y AeAKnx acneKkTax aminoifo3 yacTo CKNagHo Po3nisHaTw. Voro
CMMMTOMM HEUiTKi Ta Hecneum®iyHi 1 4acTo HaragytoTb CYUMATOMM
NOLWMPEHILLVIX 3aXBOPIOBaHb. Hanpuknaz, 3aaniiKka MoxKe CBigUnTy

NpO 3axBOPIOBAHHA CepLiA, MoB'A3aHe 3 HabaraTo NoLWMPEHILLIMM
npobnemamu 3i 340POB'AM, TaKUMI SK apTepiabHa rinepTeHsis, cepLesa
He[oCTaTHICTb ab0 3aXBOPIOBAHHSA NereHb. IHWWI MPUKNa - HasBHICTb
binka B ceui («npoTeinypiay), AKa MOXe BUHNKATV BHACINOK YPaKeHH:A
HMPOK, MOB'A3aHOrO 3 aMinoigo3om. OCKiNbKM 3HAYHO MOLMPEHiLi
3aXBOPIOBAHHS, HAMPWIKNAA LIYKPOBWI AiabeT, TaKOXK MOXKYTb CIIPUUMHATH
noaBy binka B ceyi, MeanyHi NpaLiBHUKIM 3a3BMYall He PO3MIALaI0TL
aMiNoIf03 AK NEPLIOYEPTrOBY MOXINBY MPUUMHY.

AMINOILO3 3a3BMYait PO3BMBAETLCA B NIIOAEN CEPEHbOro Ta CTapLUOrO BiKy,
npoTe MOXeE BMHMKATK i1y Billi 30-40 pOKIB, a IHOAI HaBITb PaHille. 3anexHo
BiJ STOKanisaLii B opraHiami aMminoigHi BioknageHHa MOXYTb CTPUYUHATA
BTpaTy Baru, BTOMY, 33/IMLLKY, 3aNMaMOpOYeHHs Mifl YaC BCTAaBaHHSA, HAOPAKY
LUMKOSIOTOK | HIl, OHIMIHHA Ta MOKOSIIOBAHHA B KUCTAX | CTOMaX, MIHACTY
ceuy, ueprysaHHaA 3aKpenis i Aiapel, a TakoX LBUAKE BIAYYTTA HaCUYeHHA
nicna ign. CMHAPOM 3an'ACTKOBOTO KaHasly 4acTo CNOCTePIraeTbCa Y
naieHTis 3 AL-aminoigo3zom i ATTR-aminoigo3om. Y nauieHTis 3 ATTR

TakoX YaCTO BUHWKAE MOMepeKoBUIA CTEHO3 XpebTOBOro KaHany. Kpim
TOro, AKLLO B NaL[iEHTa NIErKO BMHMKAIOTb CUHL, OCOONMBO HaBKOO OYel
(nepiopbiTansHa nypnypa), abo cnocTepiraeTbCA 30ibLIEHHA A3MKa

(MaKpornocis), HaliMoBIPHILLOK NPUYMHO € AL-aminoinos.

HaBiTb KONM xapakTepHa rpyna cMMNTOMIB 30epira€TbCA Ta MOCUMIOETLCH,
HaraTo nikapie He po3rNAaatoTb (ab0 He 3rafytoTh) Take piaKicHe
3aXBOPIOBAHHS 3 MOCTYMOBUM, HEMOMITHUM PO3BUTKOM, SIK aminoifos.



MNepuopbitansHa nypnypa

Hedopmauis
6iuenca

Cumnmomu 4acmo Heyimki ma Hazadytomes CUMNMOMU iIHWUX NOWUPEHUX 30X80PIOBAHb.
Tomy 0718 8cmaHOB/IeHHs 0iazHo3y HeobXiOHUU MynbmuOUCYUNIIHAPHUL NioXio 3a y4acmio
nikapie pi3Hux cneyiasnbHocmed. Y desakux 8UNAOKAx XapakmepHUMU 03HAKamu aminoioosy

€ 36inbWeHHs A3UKa (Makpoesocis) abo cuHyi Haskoso oueli (nepiopbimansHa nypnypa,.
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Hepigko moarHa 3 aMinoigo3om 3BepTaeTbCA A0 KiNbKOX NikapiB MPOTArOM
6araTbox MicALB ab0 HaBiTb POKIB, MepPL HiX BUHWKAE Nifo3pa Ha Lie
3aXBOPIOBAHHA. Y [€AKMX NALIEHTIB Le A0 BCTaHOBNEHHA NMPaBMIbHOMO
[liarHO3y PO3BMBAETHCA OPraHHa HeJOCTATHICTb. 3@ BUHATKOM
ATTR-aminoigosy 3 ypaxkeHHAM ceplia, AKUN MOXKHa [iarHOCTyBaTy

3a JOMNOMOTO CrelianbHOoro BisyanizauinHOro JOCNIAKeHHA,
[IOKNafiHO ONMcaHoro fani B Ui OpoLlypi, HaABHICTb aMinoiny 3aBxan
ninTBEpPAXKYIOTb 3a Aonomoroto 6iondii. Iia yac nposeeHHaA Gioncii
Ha[3BMYaMHO BaX/MBO MOBIAOMUTY MATONOrOaHaToOMa npo nigo3py

Ha aminoinos, Wob 3abe3neunTi HanexHe JOCNiAKEHHA 3pa3Ka

(OVB. HACTyNHWI po3ain). be3 BiaNoBiAHOI KNiHIYHOT iHGopMaLil
MaTONOroaHaTOM MOKe PO3rIAAaTV NnLe NOWNPEHILL AiarHO3K i He

BUABUTI aMiNoifo3.

Xoua aMinoifo3 MoXe ypaxaTy N1e OfVH OPraH, BiH YacTo CNpUYnHAE
CUCTEMHI MOPYLIEHHS, TOBTO yparkae Kiflbka c1uctem opraHis. Mpn AlL-
aMiNOio3i HanyacTile ypaxatoTbcA HAPKKM (MprbnrsHo y 70 % nauieHTis),
cepue (60 %), HepaoBa cmcTema (30 %) i LWNYHKOBO-KMLLKOBMIA TPAKT

(10 %). Tomy noeAHaHHA 3aXBOPIOBaHb HUPOK, CEPLIA, HEPBOBOI CUCTEMY,
LWNYHKOBO-KMLLIKOBOIO TPaKTY Ta/abo NeuiHKM 3a BIACY THOCTI iHLLOT
OUeBUAHOI MPUYMHM MAE CMOHYKATK NiKapiB NPOBeCTV OOCTEXEHHA

Ha aminoifos.

€ YOTMPW HAMMOLWMPEHILLI KNIHIYHI CTYaUT, 33 AKKX CNid PO3rNAAaTH
MOXJIMBICTb aMiNnoIgo3y:

1. Bmpama 3HauHoi kinekocmi 6inika i3 ceyero (NpomeiHypid; maxkox
HA3UuBAEMbCA HEPPOMUYHUM CUHOPOMOM,). Lle c8i0HuMb NPO MOX/IUBE
YPAXKEHHA HUPOK.

2. PuzioHe abo nomosuueHe cepye (pecmpukmusHa kapoiomionamis),

WO BUABJIAEMBCA NIO YAc exokapdioepadii; HU3LKUG 80716MAX HA
enekmpokapoioepami (EKT); nopywieHH#A cepyesoeo pummy (apummiis),
cmilike 00 cMaHOapmMHo20 NiKy8AHHSA, 4Gcmo HA MJ1i HOPMAbHO20



abo HU3bK020 dpmepiasibHo20 Mucky,; abo cepyesa HeOOCMAamHicme
He3'9C08AH020 NOXOOKEHHSA. L{i 03HAKU C8I0YaMb NPO MOX/IUBE
YDAXEHHA CEPYA.

3. 36inbLWeHHsA neviHKU (2enamomezanis) 3a 8i0CYymMHOCMI 8XXUBAHHSA
AJTKOROJII0 YU IHUI020 NOACHEHHSA, YACMO 3 BIOXUIEHHAMU 8
pe3yibmamax aHasnisie Kposi Ha yHKUi neyiHku, 30Kkpema
NIOBUWEHHAM PIBHA 1yXHOI (hocchamasu. Lle caiouume npo Moxnuge
YDAXEHHA NeYiHKU.

4. OHIMIHHS, NOKO/IIOBAHHS ab0 birlb y NASIbUAX PYK YU Hie (nepughepuyHa
Helponamis), CUHOPOM 3an’aCMKOB020 KaHasly (0cobs1uso
AKWO YpaxeHi 0budsi pyku) abo vepeysaHHs 3akpenis i diapel,
[33aNamMopoYeHHAM Hu 6e3 Hb020, CNPUYUHEHUM NAOIHHAM
apmepianbHO20 MUCKY nid 4ac 8CMasaHHA (a8MOHOMHA Helponamis).

LJi cumnmomu Moxyms C8i04uUmu npo YPaxeHHs HEPBOBOI CUCMeMU.

O6cTexxeHHA Ha aminoigos

AKLLO € Nigo3pa Ha aMiNoIf03, PaHHE BUABMIEHHA 3aXBOPIOBAHHA Ta TOYHa
OLliHKa 10ro NposBiB MatoTb BMPILLAIbHE 3HAUYEHHS, WOO NaLieHT! MOru
CKOPWICTAaTUCA YNCIIEHHUMM OOCTYMHUMMN HUHI METOAAMM JTIKYBaHHA
(onmcaHnMK B HAaCTYNHOMY PO3AiNi). AHani3m KpoBi Ta Ceui MOXYTb

[aTV NiAKa3KKM LWOAO AiarHo3y, OfjHaK Moro HeobxiaHO NinTBEPaAUTM 3a
Jonomoroto 6ioncii TkaHuH abo cneuianbHoro pisHoBuay KT-gqocniaxkeHHs
cepus (CumMHTUrpadii 3 paaioHyKNIAHMM NpenapaTom) y NauieHTiB

i3 Nigo3poto Ha ATTR-aminoigos i3 ypaxeHHAM cepua. 3a HaABHOCTI
yparkeHHs cepLia HeObXiAHO BUKMOUMTY AL-aminoifgos 3a 4oNoOMOoro

neBHUX aHanisiB KPoBi Ta ceui.

Y pa3i nifo3pu Ha AL-aminoino3 abo AKLWO MOro He BAANOCA BUKTIOUNTY
3a pe3sysbratamm aHani3iB KPOBi Ta ceui, 30/10TUM CTaHOAaPTOM BUABNEHHSA
aminoifHnx BifknagaeHb € GapbyBaHHA KOHIo UepBOHMM 3pa3Ka TKaHVHN,
OTPVMAHOTO MNiJ Yac acnipauii NiAWKIPHOT KMPOBOT KNITKOBUHY, @ TaKOX
3pa3ka KICTKOBOro MO3KY, OTPUMaHOro Mif yac 6ioncii. bionciio MoxHa
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Bioncis
NINTKOBOTO
HepBa

Fat pad aspirate Bioncis cepust

CkaHyBasbHA €1EKTPOHHA

Mikpockonis MonsipuaauinHmit

Mikpockon

JlasepHa
Mikpoa1ccexLis

3abapeneHHs
KoHro yepsornm

MopgiitHe 3anomnexHs
NPOMEHIB npu
nonsp130BaHIN Mikpockonii

3oomum cmaHoapmom suseeHHs aminoioosy € papbOysaHHs 3paska mKkaHuHU KoHzo

4yepe8oHUM. [1i0 4ac 0ocioxeHHS 3a 00NOMO20I0 NOAPUIAYILIHO20 MIKPOCKONA AMisnoiOHI

8i0k1adeHHA HabysaoMb XxapakmepHo20 A671y4HO-3e/1eH020 3a6apaeHHs. JlazepHa
MiKpoOuCeKyif 3 N00asIbWOK MAc-cnekmpoMempieto 0ae 3Mo2y 8U3HA4YUMU mun
aminoidy matixe y 100 % sunaokie.




6paTV 3 ACEH, HEPBIB, HNPOK, NMEUiHKY, A31Ka, CepL, MPAMOI KULLIKM 300
IHLLIVIX OpraHiB, Of|HaK HANMPOCTIWNI CNOCIO OTPVMATY 3Pa30K TKAHUHW - Lie
acnipaLia XMpPOoBOI TKaHVHK X1BOTa. [1iA Yac Ljiei ManoiHBasnBHOI npouedypn
LWKIPY *KMBOTa 3HEOOMIOIOT MICLIEBMM aHECTETVKOM, @ MOTiIM 33 AOMOMOrOH0
FOJKM BUKOHYIOTb HEBENMKY NiNOacnipalito MigLWKipHOrO Xupy. OTprmMaHmum
3pa30K, 3a3B1Yall, Ma€ PO3MIP NPUOMM3HO 3 TOPOLLMHY 300 MYMKY Ha KiHL
onisuA. Yepes cnifbHy 0COONMBICTL HEMPaBMIbHO 3rOPHYTVIX OINKIB YCiX TMMIB
aminoiny nicna dapbysaHHA KOHro YepBOHMM BOHW HabyBatoTb POXXEBOTO
KONbOPY Mif] 3BMYANHIM MIKPOCKOMNOM i XapaKTepHOro A0MyYHO-3e1eHOro
3abapBneHHA Mg NoAAPM3aLIRHIM MIKDOCKOMOM.

Y pasi AL-aminoigo3y acnipauis NigWKipHOI XX1POBOT KNITKOBMHW Ta bioncia
KICTKOBOIO MO3KY Hanexatb 4O NePBUHHNUX AiarHOCTUYHMX JOCIAMKEHb.
AKLIO pe3ynbTaTi acnipaLii »KMPOBOT TKaHWHW Ta BiONCiT KICTKOBOrO MO3KY
He BUABNAIOTb aMiNOIA03Y, ane nifo3pa Ha 3axXBOPIOBaHHA 3a/MWAaETHCA
BICOKOIO, CNifl BUKOHaTK Be3nocepeHio 6ionciio ypaxeHoro opraHy
(HanpwvKknag, cepus, HUPKKM abo neviHKK). AKLLIO B bionTaTi € aminoif,
bapbyBaHHA KOHrO UepBOHMM A€ 3MOrY BCTAHOBWTW OCTaTOUYHWIA
niarHo3 marke y 100 % Bunagkie. Baxknveo, Wob natonoroaHaTom, Knii
Jocnifxye 6ionTaT, MaB A0CBIA GapbyBaHHA KOHIO UepBOHMM, OCKINbKM
HagmipHe dapbyBaHHA 3pa3Ka TKAHUHM MOXKe MPU3BECTI A0 XMOHMX
pe3ynbraTiB. JoCnig)eHHA TKaHUHM 33 JOMOMOTOK e1EKTPOHHOTO
MIKpOCKOMa Ala€ 3MOry NO6aunTI XapaKkTepHy CTRYKTYPY aMinoigHUX

bibpwn i fonomarae NiATBEPANTA X HaABHICTb.

BusHauyeHHA TUNy aminoigosy

BrABNeHHA aminoigy B OpraHi - Ue e novaTok A4iarHoCTUYHOro
npouecy. HaCTynHNUM KPOKOM € B13HAUYEHHA TUMY aminoigay,

AKNA CIPUYMHAE 3aXBOPIOBAHHA, OO CniaHyBaTh BigNoBiaHe
HOMBIAYaNi30BaHe NikyBaHHA. Y BCIX BUMaAKax BU3HAYEHHA TUMY aMinoigy
Ma€ IPYHTYBATICA Ha AOCHIIPKEHHI MAaTONOrUHMX OiNKOBKMX BigKnaaeHb

B YPaXkeHX TKaHWHax. PEKOMEHAYEeTbCA MPOBOANTY AOAATKOBI
LOCNIOXEHHA 3pa3Ka TKaHVHY B CreLianizoBaHoMy LEeHTPI aminoigosy
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(OVB. pO3Main 6), AKNIA MAE y CBOEMY PO3MOPAIKEHHI CyUYacHe AiarHOCTUUHE
obnafHaHHA Ta MeToAMKI. TakoX Cifl PO3MIAHY TV MOXMBICTb
KOHCYNbTaLil GaxiBLiB Takoro LeHTPY, AKLLIO HaBiTb MiciA BCebiUHOro
MICLIeBOrO OOCTEXEHHS Nifo3pa Ha aminoigo3 3anMLIaETbCs, ane aiarHo3
He MioTBepAXeHO.

Y nprbnmn3Ho 98 % nauieHTiB 3 AL-aminoigo3om NpocTuii aHani3 KPosi
QN4 BM3HAUEHHA PIBHIB BINIbHWUX NErKX NaHLIorie Kanna Ta namobaa

B CMPOBATLi KPOBI B MOEAHAHHI 3 AOCNIAXKEHHAM MOHOKSIOHASIbHMX
GINKiB y CMpPOBaTLi KPOBI Ta cevi (enekTpodopes CMPOBATKM KPOBI Ta
ceui 3 iMyHO®IKCaLli€l0) BUABMAE HEMPOMOPLIMHO NiABULLEHWI PiBEHb
OIHOTO 3 LUMX TUMIB JIErKMX NaHLIoriB. Lle AOCNIKeHHA YaCcTo NPOBOAATD
OfIHUM i3 NMepuwuix. K 3a3Hauyanoca Butlle, 6ioncia KiCTKOBOro MO3Ky
HepIOKO BMABMAE amiflOIAHI BIAKNAAEHHA, a MalKe B YCiX BMMNaAKaXx -
AHOMaNbHI (KNOHaNbHI) NAa3MaTUUHI KNITUHW, AKI NPOAYKYIOTb AeheKTHI
nerki naHuoM, Wo yTBoptoTs aminoif. Li KniTuHu ineHTnikytoTh 3a
JIONOMOTOt0 CrelianbHoro GapbysaHHA (iMyHoricToximii) abo meTofiB

COPTYBAHHA KNITUH (MPOTOUYHOI LIMTOMETPI).

AKLLO pe3ynbTaTi LMX AOCAIAXKEHb HEeraTUBHI, CNiJ 0OCTEXUTY NaLjiEHTa
Ha iHWi GopMM 3aXBOPIOBaAHHS, 30KpemMa Tunu ATTR. 3a 3pa3Kamu KPOBi
MOHa NPOBECTU MONEKYNAPHO-TEHETUYHI AOCIAXEHHS, OO BU3HAUMTK,
Yl MA€E MaLiEHT OAHY 3i CMafKoBKUX GOPM aminoino3y (Hanpuknag,
noB'a3aHux i3 TTR, GibprHoreHom, nizounmom, anoninonpoteiHamn Al Ta
All abo renconiHom). KO NtoAVHa MAE TaKy MyTaLlito, KOXHa 1T INTUHa Ma€e
50 % IMOBIPHOCTI yCnaaKkyBaTh ii. BaxknmMBo HaronocuTw, Wo HaaBHICTb
reHeTUYHOI MyTaLlii He 03HauaE, Lo MoArHa OOOB'A3KOBO 3aXBOPIE Ha
aminoinos. Kpim Toro, xoua Lie TpaniseTbCa PifaKo, Hecnaakosi Gopmm
aminoino3sy, Ak-oT AL abo AA, MOXYTb PO3BUHYTUCA HaBIiTb Y HOCITB MyTaLlii
4M reHeTUYHOTrO BapiaHTa, MOB'A3aHOrO 3i CNafKOBVM aMifiOIf030M.

TakoX y NI0AVHY OAHOYACHO MOXYTb PO3BVHYTUCA ABa TUMK amifnoifo3y.
CknafHe AiarHOCTUYHE JOCNiAPKEHHS, HEOOXIAHE ANA PO3MEXYBAHHA
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TaKWX BUMNAAKIB, 4acTo NOTpebye KNiHIYHOMO AOCBiAY Ta Cy4aCcHUX MeTOAiB
LIarHOCTUKM, BOCTYMHUX JIULLE Y BENIMKMX Creliani3oBaHnx LeHTpax
aminoigosy.

Llinkom 3p03ymino, wo aeski noan Heoxoue NpoXOAATb OOCTEXEHHS

Ha reHeTVYHi 3axBoptoBaHHA. Y CnonyueHumx LLTatax 3aKoH npo
HeonyLLeHHs ANCKPUMIHALT Ha NiacTaBi reHeTnuYHOT iHdopmallil (Genetic
Information Nondiscrimination Act, GINA) nepenbtauae, Lo nawieHTn 3i
CMafKOBOK CXMMBbHICTIO 40O 3aXBOPIOBAaHb, 30KpPEMa aminolfo3y, He MOXKYTb
3a3HaBaTL AVCKPUMIHALLT Y chepi npaLeBnalTyBaHHA abo MefuuHOro
CTpaxyBaHHsA. [lepes NpoBeAeHHAM reHeTUYHOIO TeCTYBaHHA NaLliEHTam
PEKOMEH[TYETbCA MPOKOHCYNBTYBATICA 3 NiLIeH30BaHUM daxiBLeM i3

FeHETNYHOIO KOHCYIbTYBaHHA.

BaXknnBo TakoX, WO iHLWI BiAOMOCTI 3 iCTOPITi XBOPOOM NaLlieHTa iHOA|
[al0Th 3MOTY BM3HAYUTV HAMIMOBIPHIWWY T aminoifosy. Y navieHTis

i3 XPOHIYHUMM 3ananbHVMK ab0 IHPEKLIMHUMI 3aXBOPIOBAHHAMM, a
TaKOXK Y TUX, XTO TPVBaNWi Yac nepedyBae Ha Aianisi uepes HUPKOBY
HEe[OCTaTHICTb, MepPLIOYEeProBo Cif Po3rAaaTh BianosiaHo AA-aminoigos
a60 AB,M-aminoigos. MoBTOpHI IHCYNET ab0 MPOrpecytoya emeHLid 3a
HaABHOCTI O3HaK MNOBTOPHMX [PIOHNX KPOBOBUIVBIB Y FOSIOBHOMY MO3KY
Ha MPT cBifguaTb Npo MOXNMBY LiepebpansHy aminoiaHy aHrionarito (CAA).
Y moauHu BikOM MoHa 50 poKiB i3 3aCTIMHOK CepLEBO HEOCTATHICTIO
Ta NOTOBLLIEHHAM CTIHOK CepLiA 3a AaHNMK exokapaiorpadii, 3a BiACY THOCTI
apTepiantHOI rinepTeHsil, HacaMmneped CNif Po3rAaaT aminoligos AnKoro

!Ny, NOB'A3aHNI i3 TpaHCTUPETUHOM (AT TRwi).

BofiHouac ocTaHHi AOCATHEHHS B rany3i NpoTeoMiki 0biLAoTb JOKOPIHHO
3MIHWUTY NIAXOAM A0 TOYHOIO AiarHOCTYBaHHA aminoigo3sy. [poteomika

- e AOCNimpKeHHs CyKYMHOCTI BCix GiNKiB B opraHiami abo neBHoOMy
cepepnosnLi. Ha BigMIHY Bif CTaHLAPTHMX METOLIB IMYHOTICTOXIMIT,

AKi B 6araTbOX BUMNafKax He AatoTb 3MOMV TOYHO BU3HAUMTM BINOK-
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nonepeaHuK, BiAnoBifanbHWIM 3a yTBOPEHHA aMiNOIAHNX BiOKNaAeHb,
NPOTEOMIKa Aa€ 3MOrY iAeHTUIKYBATN KOHKPETHINI BINOK Y CKNaAi
AMINOIAHMX BIAKNAAEHb HE3aNEXHO Bif HAABHOCTI reHETUUYHMUX MyTaLil.
JlazepHa Mikpoamncekuis 3 NofanbLoo Mac-cnektpomeTpieto (LMD-MS)

€ NPOBIAHNM METOLOM BM3HAYEHHA TUMY aminoigosy. Ana nposeaeHHn
LIbOro AOCNIAXKEHHS 3Pa3KK, NO3UTNBHI 33 GapbyBaHHAM KOHIO YepBOHMM,
PO3AINAITb | PO3LLEMNIOTL Ha MEHLLIT KOMMOHEHTM BINTKOBUX MONEKYT,

AKI Ha3MBalOTbCA NenTiaamu. [oTiM NenTUAN aHani3yoTb 3a JOMNOMOrOK
MeToAy, BIIOMOrO fAK «PifivHHa xpomaTorpadisa 3 enekTpocnperi-ioHizalli€io
Ta TaHAEMHOIO MaC-CNeKTPOMETPIEID», AKNIN TaKOXK KOPOTKO Ha3MBatoTb
Mac-cnekTpomeTpieto abo LMD-MS. [locnigxeHHs nokasanu, wo LMD-

MS nae 3mory ineHTUdiKyBaTh GiNbLUICTb BIAOMNX aMinoigoreHHux Oinkis

i3 TOUHICTIO, WO HabnMxaeTbca Ao 100 %, a TakOXK XapaKTepr3yBaTi HOBI
6inKkn Lboro TMMy. Jeaki Gopmm aminoigosy, ski icTOpUYHO HeJOCTaTHLO
YaCTo AiarHOCTYBaK, 30KPEMa amifioifo3, CNpuYmHeHu BapiaHTom TTR
Val122lle, 1o BUKIVIKAE YPaKeHHA CepLA B TEMHOWKIPYX aMePVIKaHLLiB,

a TakoX aminoino3s, saymosnenuin 6inkom ALECT2 amnkoro tmny, AKWi
CMPUYMHAE 3aXBOPIOBAHHA HPOK Y MaLiEHTIB MEKCUKAHCbKOTO

MOXOMXKEeHHA, MOXHA 1erko BUABNTK 3a gonomoroto LMD-MS.

AK 3a3Havanoca paHiwe, € OViH BUNaLOK, KON aMinoigo3 cepud

MOXHa fliarHoCTyBaTy 6e3 Gioncii. fAKuo € nino3pa Ha AT TR-aminoino3

i3 YpaxKeHHAM cepua AiarHo3 MOXHa BCTaHOBMUTK 3a AOMOMOTO0
pagioHyknigHoro gocnigkerHa: y CLLIA BMKOPUCTOBYIOTb CLMHTUIPadiio
3 TexHewliem-99m nipodpocdatom (Tc-99m PYP), a B €Bponi - 3 DPD/
HMDP. AKwo B cepLi CnoCTepiracTbCA NaTtooriyHe HakoMMYeHHs
pafiodapmnpenaparty, HadaBHi TUMOBI 03HaKM 3a AaHUMK exokapgiorpadii
abo MPT cepuid, a CKpUHIHIOBI aHani3n Kpogi Ta cevi Ha AlL-aminoino3
HeraTuBHi, giarHo3 AT TR MoxHa nigteepanTi. Cig 3a3HauMTW, WO iHLLi
TUMK aminoinosy, 3okpema Al-aminoinos abo aminoifos, nos'a3aHnii 3
anoninonpoTeiHamy, iIHOLI TaKOX MOXYTb AaBaTui MO3UTUBHUI pe3ynbTaT
PAAIOHYKNIAHOrO AOCHIAKEHHS, AK i iHLI TeXHIYHI Npobnemu, Taki Ak
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CKYNYeHHA KPOoBi. LiarHOCTYBaHHA aMinoifo3y BUKIOYHO Ha NiaCTasi
Bi3yanizaulii cepus noTpebye 3HaUHOro AoCBiAy. /1o OLiHIOBAHHA MaloTb
3ayyaTvcs kapaionorv Ta/abo daxisui 3 AfepHOT MeaNUVHW, AKI MaloTb
[OCBIA AIarHOCTUKM aMifioifo3y.

[igcymoBytouy, ANA fiarHOCTYBaHHA KOHKPETHOIO TUMYy amifnoigosy
HeoOXiAHO OLIHWTY KNIHIYHI YMHHIKHK, 30KpeMa BiK, eTHIUHE MOXOMXKEeHHS,
CIMEMHWI aHaMHe3 | 0COBUCTUI MEANYHWI aHAMHE3, @ TaKOXK NPOBECTH
CKMagHi cnevianizoBaHi 4iarHOCTUYHI JOCTIOXKEHHA.

[Micna sukmoyeHHA AL-aminoido3y 3a 00NoMoz20t0 aHAnNI3y Ha BislbHi 1eeKi naHyo2u
iMmyHoe2106yniHig y cuposamui Kposi, a makox enekmpogope3y 6inkie cupo8amxu Kposi
ma cedi 3 imyHogpikcauieto, 014 diaeHocmuku ATTR-aminoioo3y MoxHa 3acmocosygamu
cYuHmMuepacito Kicmok i3 nipogpoccpamom mexteyiro-99m

(PYP-ckaHy8aHHs) AK HeiH8a3usHUL Memoo.
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5. METOAU NIKYBAHHA

PaHille feaki nikapi BBaXkany, WO NauieHTaM 3 aMinoifo30M HEMOXIIVMBO
fonomorTy. Lle 30BciM He Tak, 0cob1MBO 3 OrAIAaY Ha Te, Lo B 6araTbox
KpaiHax perynaTopHi opraHu cxBannim epeKTVBHI METOAM NiKyBaHHA.

Baxn1BO AKOMOTa paHilwe BCTAaHOBUTM OCTATOUYHWI | TOUHWI AiarHO3, 3anyunsLm
KOMaHZy NikapiB Pi3HVX CnevljianbHOCTeN, 30Kpema remaTtosnoris, Kapgionoris,
Hedpornoris i Hespornorie. Bnbip ontmanbHOI Tepanii 3anexuTsb Big Tiny
aminoino3y Ta yparkeHux opraHiB. Tako HEOOXiIHO BPaxX0OBYBaTV Taki UMHHMIKN,
AK CTaH MaLliEHTa, Moro Bik Ta 0CobUCTi BNogobaHHA. AKLLIO He po3noyaTy
NIKYBaHHA BYaCHO, BIAKNAAEHHA aMiNoidy v Hafani NOLWKOLXKYBATUMY Tb TKaHVIHN,
L0 3PELTOD MOXKEe MPW3BECTM 10 OPraHHOT HeAOCTAaTHOCTI 1 HaBITb CMEPTI.

JNikyBaHHA aminoigosy cnif po3rnafaTy Ak NPOLEC, WO CKNaAaETbCA 3 1BOX
OCHOBHUX HaMpAMIB:
(1) KoHmposie cumnmomia 0718 nidmpumMaxHHs 006po2o camonodymms NAayieHma,
NOKPAWEHHA SKOCMI XUmmA ma @yHKUIOHAIbHO20 CMAHy, a MAKoX NOO0BKeHHA
mpugaaocmi Xumms.
(2) 3meHWeHHS Kinbkocmi aminoidoeeHHo20 birika abo cmabinizauis do2o
cmpykmypu, wob 3anobiemu NOOanbUIOMy YymBEOpeHHIO 8iOKIadeHb aminoidy.

Y [eAkrx B1nagkax, AKLLO BAAETbCA MPUNUHUTI BUPOOIEHHA aHOMabHOrO Oifka,
HaABHI BiAKNAAEHHA amiNoify MOXyTb MOCTYNOBO PO3CMOKTYBATUCA, @ GyHKLiA
OpraHiB i3 YaCcoMm - BIIHOB/IIOBATUCA.

ICHY€ TpW OCHOBHI MIAXOAM [0 NOPYLUEHHA YTBOPEHHA Ta BiKNafeHHA
aminoigHoro 6inka. Bnbip nigxoay 3anexmnTb Bif TUMNy aminoifgosy.
HarinolwwvpeHiwa cTpaTeris NonsArae B NpUnUMHeHHI BUpobneHHs Oinka-
nonepeaHuKa, AKUN CNPUUYMHAE PO3BUTOK 3aXBOPIOBaHHA. [pyrui meton
nepenbavae 3aCTOCyBaHHA NiKapCbKKx 3aCobiB Ana cTabinizauii HopmanbHOT
CTPYKTYpW BinkKa-nonepeaHuKa, Wo 3anobirae HenpasnabHOMY 3ropTaHHIo
6inka Ta oro NepeTBOPEHHIO Ha amMinoia. TpeTs cTpaTteria, sika Ha MOMEHT
HanMcaHHs Liboro TekCTy nepebysana Ha CTagil KNiHIYHWX JOCHIIXKEHD,
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nondrae B 6e3nocepeHbOMY BI/IVBI Ha BifKNa[eHHA aminoiay, 3a A0NOMOro
eKCNepUMEHTaNbHIMX iIMyHOTepaneBTUYHKX NiAxoAaiB abo aectabinizalyii
aminoigHvx Gidpwn, Wob opraHiaM Mir nerte ix pPo3WenoBaTi i BUBOAUTH.
MaxiBLji 3 amMinoiao3y MoXyTb AOMOMOITU OLIHWUTY HaWKpaLLi BapiaHTV NikyBaHHA

ANA KOXKHOTO KOHKPETHOTO BUMaAKY Ta PO3MIAHY TN MO MBI MOBIYHI e(l)eKTl/I.

AL-aminoipo3s

Mpwn AL-aminoifosi (abo nepBUHHOMY aminoifosi), oaHI€el 3 HanvacTiwe
[iarHOCTOBaHMX GOPM 3aXBOPIOBAHHA, HEPIAKO CMOCTEPIraEThbCA YPaKEHHS
6araTbox opraHis. bes nikyBaHHA cepefHa TPMBaNiCTb XUTTA CTAHOBUTD
NprbnrsHo 12-18 MicALB, @ B MALIIEHTIB i3 TAXKUM NMOPYLWEHHAM GYHKLUT

cepug - nue 6113bKo 6 MICALLB. 3@ YMOBM OCTaTHBO PaHHBOI AiarHOCTUKM Ta
HaNeXHoro NikyBaHHA 6arato NaLieHTIB MOXYTb AECATUNITTAMM KUTU 3 1O0OPOLO
AKICTIO KUTTA. MeTa NiKyBaHHA - 3MEHLUMTH KiNbKICTb aHOManbHMX OINKIB nerkmx
NaHuoris iMyHOrnobyniHig, AKi BUPOONAIOTLCA MAA3MATUYHUMU KNITUHAMN.

PaHile npenapaTtamu nepLioro BMoopy bynu ximioTepanesTuUHi 3acobm
mendanaH (Takox Bigomumin sk AnkepaH) abo umknodochamia (LinTokcaH), aki
3@3BMYaii 3aCTOCOBYBANM B KOMBIHALIiT 3 IEKCAMETAa30HOM - KOPTUKOCTEPOIOM,
LLO NIACUIOE TXHIO A0, CMPAMOBAHY Ha 3HULLEHHSA M1a3MaTUYHNX KIITVH.

Lli Ta iHWi npenapaTy 3aCTOCOBYBaNV ANA NiKyBaHHA MHOXUHHOT MiENIOMN
(OHKONOTIYHOrO 3aXBOPIOBAHHSA MNa3MaTUUHKX KNITWH). OCKiNbKM XiMioTepanis
MOe CMPUUMHAT NOBIYUHI ePeKTY, 30Kpema HyAoTY, ONtoBaHHS, BUMaAiHHS
BOJNOCCA, iHEKL Ta BUpaXeHy BTOMY, [103yBaHHA Ta/abo rpadik 3acToCyBaHHA
npenaparis 4acTo 3MiHioBaNM abo NPUNUHANK X 33CTOCYBaHHA Ha KOPUCTb

HOBILLMX NIKaPCbKKX 3aCO0iB | METOAIB NiKYBaHHA.

Hapasi pekomeH[oBaHO Tepani€to NepLol MiHil, HeWOAaBHO CXBaNeHO0
YnpasiHHAM 3 KOHTPOJO 3a AKICTIO Xap4YOBKMX MPOAYKTIB i JTIKAPCbKMX

3aco6iB CLUA (FDA), € kombiHaLis papatymymady (Jap3anekc ®acnpo) 3
bopTe3omibom (Benkern), uvknodbochamigom (LinTokcaH) i gekcameTasoHoM
(Nexanpon). lapatymymat gie Ha monekyny CD38, po3TalioBaHy Ha MOBEpPXHI
nNasmMaTUyHKX KNITWH. HOBILWI aHTKTING, AKi BIIMBAOTb Ha MAa3MaTUYHI KNITUHM
PI3HUMM CNOCOBaMK, PO3POONAIOTL AK 33COOM NiKYBaHHA MHOXHHOT MiENOMM
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Ta IHLWNX OHKOreMaToNOrYHMX 3aXBOPIOBaHb. IMOBIPHO, 3rOA0M iX TaKOX
BMNPOOOBYBATUMYTh ANA NiKyBaHHA AlL-aminoifo3sy. HanpukiHui Lboro po3ainy
My po3micTunm QR-Kog, nicna CKaHyBaHHA AKOrO MOXHa NepernaHy TV AeakKi
MeTOAM NiKyBaHHA AL-aminoifosy, o 3aCTOCOBYIOTbCA Ha MOMEHT HaMMCcaHHA
LbOro TeKCTY. barato 3 Lyix MeTofiB Hapasi NPOXOAATb KNiHIUHI BUNPOOYBaHHS

Ta JOCSIPKEHHA 3a YYaCTIo NaLieHTiB 3 AL-aminoigosom.

[HLWMI NOTEeHLiNHWIA CNOCIO 3aCTOCYBaHHA aHTUTIN ANA NikyBaHHA AL-aminoigosy
nonArae B iX BUKOPUCTaHHI Ana 6e3nocepeHboro BrvBY Ha BiKNaAeHHs
aminoiagy 3 nerkyx NaHuUoriB, AKI HAKOMMYMNKCA B OpraHi3mi. Lie BiopizHAeTbCA
Bifl MeXaHi3My aii fapaTyMymaby, CnpAaMOBAHOIO Ha KNITWHMY, O BUPOONAIOTL
AHOMaSbHI Nerki aHurm.

Lli npenapaTtu, AKi Ha3MBatoTb 3acobamu Ana eniMiHadii aminoigy (depleters),

€ eKcnepyMeHTanbHUM NiAXOAOM, AKUIA Hapa3i BUBYAETBCA B MEXKaX KNIHIYHNX
BMNPOOYBaHb. 3aBasAKM Oe3nocepeHbOMy BIIMBY Ha BiAKIageHHs aminoify
iIMyHHa c1UCTeMa NMOTEHUINHO MOXKe eheKTVBHIlle pOo3Mi3HaBaTy, AecTabinizyBaTn

Ta BUAANATA TX.

[lo HOBITHIX MeToAIB iMyHOTEpanii HanexaTb bicneundiyHi aHTUTINa Ta Tepania
T-KNiTMHaAMK 3 XMePHUMM aHTUreHHMK pelenTopamn (CAR-T-Tepanis).
Bicneundiuni aHTUTING - Lie Knac aHTUTIN, 30aTHKUX PO3Mi3HaBaTy ABi Pi3HI
MoneKkynu, ofiHa 3 akux - CD3, BinoK, Lo eKcnpecyeTbCa Ha T-KNiTnHax. [HWoto
MilLEHHIO YacTo € BINOK, AKUIA EKCNPECYETbCA Ha MNNa3MaTUUYHUX KNITUHAX,
Hanpwuknaa BCMA, GPRC5D abo FCRH5. Ha gaHnin yac ans nikyBaHHsA
MHOXVHHOI MIENIOMI CXBaNeHOo Kinbka bicneundiuHmx aHTUTIN, AKi TAKOXK MOXKYTb
3aCTOCOBYBATUCA ANA NiKyBaHHA AL-aminoifo3y. [lo HUX HanexaTb Teknictamab
(BCMA x CD3), enpaHatamab (BCMA x CD3), niHsocentamab (BCMA x CD3) i
TankeeTamab (GPRC5D x CD3). CAR-T-Tepanis - Lie HOBIW METO[ NiKyBaHHS, Npu
AKOMY Y NaLliEHTIB 3abMpatoTh T-KNITUHK, @ MOTIM reHETUYHO MOAMOIKYIOTb iX, L0O
BOHW eKCnpecyBanu HOBUI pPeLenTop, 3AaTHUI PO3Ni3HaBaTV Taki MONEKyn, AK
BCMA, Ha nna3matuyHmnx KNimnMHax. Hapasi ana nikyBaHHA MHOXWHHOI MiEOMM
cxBanero asi CAR-T-Tepanii, cnpamoBaHi Ha BCMA: inekabtareH Bikneyuen
(ide-cel) i yunTakabTaren asTonenuen (cilta-cel). Ix Takox 3actocosyBanm 4ns
nikyBaHHA AL-aminoino3y. TpmBatoTb KNiHiYHI BUNPOOyBaHHA HicneundiuHmx
aHtuTin | CAR-T-Tepanii ana nikysaHHA AlL-aminoigosy.

Y peTenibHO BiflibpaHnx NauieHTiB 6yno aoBeaeHo edekTUBHICTb 3aCTOCYBaHHSA
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XimioTepanii'y iy>ke BUCOKKMX A03ax (BHYTPILUHbOBEHHOIO Mendanany) y
NOEHAHHI 3 TPaHCMaHTaLliEl CTOBOYPOBUX KNITUH. CTOBOYPOBI KNITUHN MICTATLCA
B KICTKOBOMY MO3KY Ta AatOTb MOYATOK PI3HNM TUMaM HOPManbHUX KNITUH KPOBI,
30KpeMa epUTPOLMTaM i nekoumTam. MNicna 3HULLEHHA aHOMaNbHYIX MNa3MaTUUYHNX
KNITVH 33 JOMOMOTOI0 BUCOKMX 03 XiMiOTepanii KICTKOBMI MO30K BiIHOBJOIOTL 3a
[IOMOMOTOI0 CTOBOYPOBUX KIITWH, NMOMNepeaHbo 3ibpaHux i3 BNaCHOTO opraHiamy
nauieHTa. Taka npoueypa Has3nBaETLCA ay TONOMYHOK TPAHCIaHTaLIE. [HWKN
TVIN TPaHCMNaHTaLii CTOBOYPOBMX KNITWH - anoreHHa TpaHCriaHTaLlis, nig vac aKol
BUKOPUCTOBYIOTb KNITMHW AOHOPA, - AN1A NiKyBaHHA AL-aMinoifo3y He 3aCTOCOBYIOTb.
XimioTepanis 3 NoAanbLOo TPaHCMNaHTaLielo CTOBOYPOBUX KIITUH YacTo
3abe3neuye BiAMIHHY BIANOBIAb Ha NiKyBaHHA, LLO CYyNPOBOMKYETHCA 3HAUHNM
noKpalleHHAM abo cTabinizauieio dyHKLii opranis. OfgHaK He BCi MaLiieHT MOXyYTb
nepeHecTV Taky IHTEHCKBHY CXEMY JiKyBaHHS, OCOOMNBO Ti, XTO MaE Ceplio3Hi
3axXBOPIOBaHHA ceplia abo BMpakeHy BereTaTvsHy AUCOYHKLO.

Tabnuuto MeTofiB NiKyBaHHH, AKI Hapa3i 3aCTOCOBYIOTb Ta/abo JOCNIAKYIOTH
Y KNIHIYHMX BUMPOOYBAHHSAX, 30KPEMa CXBaNeHVX Ta eKCnepuMeHTanbHIX,

MOXXHa 3aBaHTaXnTK, Bi,D,CKaH)/BaBLLIl/I HaBeaeHnn Hkue QR-kon:

AA-aminoipos

AA-aminoifos (@bo BTOPUHHMI aminoigo3s) HUHI piaLle 3ycTpiYaeTbeaA

B PO3BUHEHNX KPaiHax, OCKINbKYM 3'ABUINCA METOAM NiKyBaHHA 6aratbox
3aManbHWX 3aXBOPIOBaHb, AKI MOXYTb MPOBOKYBATM Or0 PO3BUTOK (HaNpuKnag,
PEeBMaTOIHOrO apTpUTY, XBOPObY KpoHa Ta CiMelHOi cepe3eMHOMOPCHKOT
rapadku). Mpu AA-aminoigosi BigknageHHa aminoigy 3a3sryal HakonMuyTbCA
[lye NOBINbHO. TpMBanicTb KWTTA YacTo Nepesullye 10 pokis, 0CO6AMBO

3a YMOBW NIKYBaHHA YPaXXeHHA HUPOK. Y OeAKNX BIUMNaLKax, Hanpvknag npm
HenikoBaHMX IHGEKLiN, TakKX AK OCTEOMIENIT abo TybepKynbo3, BifKNaaeHHA
aminoigy MOXyTb HAKOMMYYBaTUCA WBMALE. Y BCIX BMMNaLKax OCHOBOIO NiKyBaHHA
€ YCYHEeHHA OCHOBHOI IHQeKLiT abo NikyBaHHA 3aManbHOro 3axsoploBaHHA. Lle
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YMOBINbHIOE 300 3yNUHAE NPOrpecBHe HAKOMUYEHHS aMminoifly 3aBAAKM 3HUKEHHIO
KOHLieHTpaLii 6inka-nonepeaHyka, Wo UMPKYIOE B KPOBI, CPOBATKOBOIO aminoigy
A (SAA). NaLieHTam i3 HUPKOBOK HeOCTATHICTIO MOXYTb 3aCTOCOBYBATM Aiani3

abo TpaHCMNaHTaLlito HUPKI. BaXKNMBO 3a3HaumTK, WO NICAS TRaHCMAaHTaLil HPKWK,
AKLIO HE YCYHYTU MPUYMHY MOYATKOBOTO YPaKeHHsA HUPOK - aHOMarnbHWIA OifoK, -
aminoig i3 YaCoM MOXe MOYATH HAKOMNUYBATNCA | B JOHOPCHKIN HUPLI.

Lle cTocyeTbcA BCiX TUNIB aminoigo3sy, a He nnwe AA-aminoigosy.

ATTRv (cnagkoBui aminoigos)

[Mpw ATTRv-aminoifosi HanyacTile ypaxatoTbCa ceplie Ta HepBOBa c1cTema. AKLO
NepeBaXKHO YpaxeHe ceple, 3aXBOPIBaHHA No3HavatoTb Ak ATTR-CM, a AKWo
nepeBaKHO ypaxkeHi Hepsu - AK ATTR-PN. Be3 nikyBaHHA, 3aN1€KHO Bif KOHKPETHOI
MyTaLT, TOVBaNICTb XKUTTA BiJ MOMEHTY MOABM CUMIMTOMIB 3aXBOPIOBaHHA

CTaHOBWTb Bi 5 00 15 pokiB.

MpoTarom 6araTbOX POKIB TPaHCMNaHTaLid NeviHKM 6yna OCHOBHVIM METO0M
NiKyBaHHSA, OCKIiNbKK Oinblia YacTnHa 6inka TpPaHCTUPETUHY BUPOONAETLCA Came

B neuviHui. InAa TpaHCcnnaHTauii BUKOPUCTOBYBaV NeYiHKY MOMEePIoro JoOHOPa
abo YacCTMHY NMeYiHKK 30POBOrO XMBOrO AOHOPA. [oTeHUIMHUMI NepeLlKofamm
[N TPpaHCMNaHTaLi neviHKy MOXyTb OyTW HE3a[0BINbHWI CTaH 300POB'A 6aratbox
nauienTie 3 ATTRY, a TaKOX HeCTauya AOHOPCbKMX OpraHiB. OCTaHHIM Yacom,
3aBAAKYM MOABI CXBaNeHWX METO[IB NiKyBaHHA Ta pO3pOo0bLii HOBYX NIKAPChKIMX
3aCcobiB, TPaHCMNaHTaLlito NeYiHKK Oinblie He 3aCTOCOBYIOTb AK NOWWPEHWIA

meTop nikyBaHHA y CLUA Ta 6aratbox iHWWX KpalHax.

Hogiwwi MeToan nikyBaHHA CNPAMOBaHI Ha 3anobiraHHA YTBOPEHHIO BiAKNaAeHb
aminoiny 3 HempasWbHO 3ropHyToro Oinka TTR i FPYHTYIOTbCSA Ha IBOX OCHOBHMX
ninxopax. OnWH KNac Npenaparis 3MeHLLYE KinbKicTb TTR, WO BUPOOASETHCA
NeyviHKoto (3aCobwu ANa NPUrHiYeHHA eKCnpecii reHa), a iHWnii cTabinisye
CTpyKTypy TTR, 3anobiratoun Moro HenpaBnibHOMY 3ropTaHHIO Ta Y TBOPEHHIO
aminoigHux Gidpun (cTabinizatopw).

[laHi cBinuaTh, WO 3MEHWEHHS KibKOCTI aHOManbHOro 6inka, OCTYNHOro

ANA YTBOPEHHA aMifnoifly, MOXe CNpUATY NOKPaLLeHHIO GYHKLT opraHiB.

Hapasi FDA cxBannno aga npenapat A1a NpUrHideHHA ekcnpecii reHa ans
nikyBaHHA ATTR: ByTpurcrpaH (AMBYTTpa) Ta ennoHTepceH (BarHya). Konn ui
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npenapaTy 38'A3y0TbCA 3 LiNbOBOIO MaTpUUHOW PHK TpaHcTMpeTuHy (MPHK

TTR), Aka cnyrye matpuueto Ana cuHTesy binka TTR, KNiTWHa po3LLenioe Ta
MOBTOPHO BUKOPUCTOBYE L0 MPHK, BHacniOK 4oro BoHa Oinblie He Moxe
BMKOPWCTOBYBATMCA ANA BMPobneHHa binka TTR. MpocTiwe Kaxyun: «<Hemae MPHK
TTR - Hemae 6inka TTR, a Hemae 6inka TTR - Hemae yT8opeHHA aminoigy TTR». Xoua
MeTa 3aCTOCYBaHHA LWX Npenaparis - 3yNUHUTIA MPOrpecyBaHHA 3aXBOPIOBAHHA,
npoTe AeAki NauUieHTV TakoX NOBIAOMAANM NPO NONEreHHA CUMMTOMIB.

Meplwmm cTabinizatopom, cxeanerm FDA ana nikysaHHa nauieHTis 3 ATTR,

cTaB Tadamiauc (BiHaamakc). Liei npenapat 3anobirae HenpasunbHOMy
3ropTaHHI0 MyTaHTHOrO Ginka TTR i oro nepeTBopeHHto Ha aminoia. [pyrim
cTabinizatopom, cxsaneHum FDA, cTa akapamigic (ATpy6i), Toai sk Le oanH
cTabinizatop - gudnyHizan (Jonobia) - NOTEHLINHO MOXKe 3aCTOCOBYBATICA

no3a 3aTeepapkeHnMN nokasanHamu (off-label). Li nepopanbHi npenapat €
HVI3bKOMOMEKYNAPHUMI CMOMYKamu, AKi 38'A3y10TbCs 3 Binkamu-nonepeaHuKamu
Ta CTabini3yloTb IXHIO CTPYKTYPY, 3anobiratoun yTBOPEHHIO aminoigHvx Gidpmn

i IX HAKOMMUYEHHIO B OPraHi3mi.

AK iy BMNaaky 3 AL-aminoigo3om, Hapasi JOCNimKyoTb Pi3Hi BUAK Tepanil
aHTUTINGMU, AKi MOXYTb Oe3rocepeiHbO BIIMBATY Ha BifKNaAeHHs aminoiny,
WO HaKoNMuMnMca B opraHi3mi. Lii npenapati, Aki 4acTo Ha3uBatoTb 3acobamu
Ans enimiHauii aminoingy (depleters), Hapa3i NPOxoasATb KNiHIYHI BUMPOOYBAHHS.
3aBaAkM be3nocepeHbOMY BM/MBY Ha BiAKNaAeHHA aminoigy iMyHHa cnctema
NOTEHLHO MOXe edeKTMBHIle pO3Mi3HaBaTy, AeCTabinizyBaTu Ta BUAANATH iX.

ATTRwt (aminoigos gukoro Tuny)

(PaHiwe Ha3MBaBCA «CTapeYUM CMCTEMHUM aMinoifo3om»

a60 «BiKOoBMM aminoigosom»)

Mpw ATTRWt-aminoigosi, CnpuymvHeHoMy TRaHCTUPETUHOM AMKOTO TUMY, AKAN
uacTo HasmBatoTb ATTR-CM, Halbinblie yparkaeTbCs ceplie. [1porHo3 3a3suyal
3aneXunTb Bify CTYNEHA yparkeHHA cepuA Ha MOMEHT BCTaHOBSIEHHA [jiarHOo3y.

Hapasiy CLIA FDA cxBanuno Taki METOAM NiKyBaHHS: 1Ba CTabinizatopn

- Tadamigumc (BiHaamakc) Ta akapamigic (ATpy6i), a Takox npenapat Ana
NPUrHIYeHHA ekcnpecii reHa - ByTpucupaH (AMByTTpa). Lii meToam nikyBaHHA
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AeTarnbHille po3rnsaHyTO B nonepeaHboMy po3ini npo ATTRV. Y aeakmx ocobnmso
TAXKMUX BUMAAKaX, AKLLO NaLlIEHT BIANOBIAAE CYyBOPUM KpUTepiaM BiiOOPY, MOXKHa
PO3MIAHY T TPAHCMNaHTaLito cepus.

LLle oanH Hanpam KNiHIYHKX JOCNILXKEHD, WO CTOCYEeTbCA AK AT TRy, Tak | ATTRw, -
ue TexHonoria CRISPR. Ockinbku aeaki Gopmm aminoigosy CnpuymHeHi myTaLieto

B reHi, Wo mictutbea B JHK moanHm, BUHUKAE 3anUTaHHA: Y MOXKHA
6e3nocepeiHbO BMAMBATY Ha Cam reH abo pefaryBatu 1oro, Wob yCyHyTH
NPUYMHY 3aXBOPIOBaHHA? TeOPETUYHO TakWi NIAXIA MOXe MaTn nepesaru
NMOPIBHAHO 3 AeAKMMIN METOAAMM NiKYBaHHA, PO3MIAHY TUMM BULLE. XOUa
npenapaty Ans NpurHiveHHs ekcnpecii reHa nepeBaxHo ONOKYI0Tb BUPOONEHHS
6inka TTR wnsaxom pyrHyBaHHs MPHK TTR, BOHM He 3MeHLLYI0Tb WBUAKICTb
no4yaTkoBOro yTeopeHHA MPHK TTR Ha ocHoBi maTpuui reHa TTR y [1HK. Came Tomy
i npenapaTt, AK i iHWi 3acobu, Hanpvknaza cTabinizatopy, Wo BMAMBaOTb Ha CaM
6inok, HeobXiHO 3aCTOCOBYBATM MOCTIMHO AA NIATPUMAHHA IXHbOT edeKTUBHOCTI.
OpHak, Akbu camy [1HK Baanoca octatouHo Biapeaarysat Tak, wob MPHK
NeBHOro reHa Ginblie He YTBOPIOBanacs, noTpeba B MOCTIMHOMY BNANBi Ha MPHK
TTR a6o 6inok TTR Ha HaCTynHKX eTamnax LibOro npouecy Morna 6 3HUKHYTW.
3aBAAKM HeLWoAaBHbOMY HayKOBOMY AOCATHEHHIO, Bigomomy Ak CRISPR, ue
HeBOB3I MOXe CTaT MOXIVBUM. TexHonorito CRISPR MoxHa BMKOPHUCTOBYBaTK

CRISPR-Cas?

v’ v -

PO3LEnneHHs

PedaeysarHsa 2eHie 0114 nikysaHHaA AT TR-aminoioo3sy, Ake Hapasi npoxooums KiiHiuHi
8unpobysaHHa
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[NA TOYHOrO peflaryBaHHA reHis. Lie HaCTiNbKM 3HaUHWIM MPOPVIB MOPIBHAHO
3 nonepegHiMn meTofamn pefaryBaHHa reHis, Wo 1i BUHaXigHWKM OTprMani
Hobeniscbky npemito 3 ximii y 2020 poui. Hapasi TpnBaloTb AocimpKeHHs
MOXNMBOCTI 3acTocyBaHHA CRISPR ana nikyBaHHA aminoigosy. Xouya nepesaru
Takoro niaxoAy 30al0TbCA OUeBUAHVIMY, HeOOXiAHI NoAanbLi AOCiAKEHHRA
[NA BYBYEHHA JOBrOCTPOKOBMX HACNIAKIB, AKI MOXYTb CNPUUYMHNTY CEPNO3HI
HebaxaHi ABMLLA.

Tabnuuto meTofiB NiKyBaHHS, AKi Hapa3i 3aCTOCOBYIOTHCA (CXBANEHNX
Ta eKCnepUMEHTaNbHNX) MOXHA 3aBaHTaXMNTH, BiACKaHYBaBLWW HaBedeHN A
Huxde QR-kof:

L] o0
Ap,M-aminoigos
Mpwn AB5M-aminoinosi (abo aminoifosi, Nos'A3aHOMy 3 f1ianizom) TpaHCMaHTaUiA
HVPKWM BBaXXAETbCA HAMKPALLMM METOLOM NiKYBAHHS AN KOHTPOSO CUMITOMIB.
B1KOPUCTaHHA HU3bKOMOTOUHMX Aiani3HUX MeMOpaH MOXKe 3anobirTi po3BUTKY

3aXBOPIOBaHHA ab0 BiATEPMIHYBATH AOTO MOYATOK.

JlokanizoBaHun aminoifos

3a HaABHOCTI BiAKNaAeHb aMinoify B OKPeMMX AiNAHKaxX OpraHismMy, Hanpuknag y
CeyoBOMy Mixypi abo AVXanbHUX WAxax, iICHYE KinbKa Niaxomi, AKi 4aloTb 3MOry
YMOBINbHUTI NPOrpecyBaHHA 3aXBOPIOBaHHA. [1iCNA BUKITIOYEHHA CUCTEMHOTO
3aXBOPIOBAHHA MOXKHa PO3MIAHYTU XipypriyHe BUAANEeHHA BiAKNageHb,
npomMeHeBy Tepanito Ta la3epHe NikyBaHHA. Y 6araTbox BrMaakax 4o6poaKiCHOro
nepebiry, KON 3aXBOPIOBAHHSA He BMIMBAE Ha AKICTb XUTTH, MOXe OyTu
PEKOMEHAOBAHO MiKyBaHHA CUMMTOMIB ab0 BiAMOBA Bif NiKyBaHHA 3 PErYAAPHAM
MeNYHUM HarnAgoM. AK i Npw BCiX IHWKX GOpMax aminoigosy, naLieHTam
peKoMeHAYI0Tb NepioNYHO MPOXOANUTU OOCTEXKEHHS AA KOHTPOSO CBOTO CTaHy.
Ha wacta, y 6inbLlIOCTi NaLieHTIB i3 TOKanizoBaHM aminoifo30M 3aXBOPIOBaHHA
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He NepexoanTb Y CUCTEMHIIA aminoinos, Wwo notpedye ximioTepanii. Mpw
LepebpanbHil aminoigHin aHrionaTii (LLAA), L0 BPaXae ronoBHMIA MO30K, 3a3BMYai
BXMBAIOTb TaKMX 3aX0O/iB: 3a6e3MeuytoTb HanexHe NikyBaHHs NigBuLLeHoro
apTepianbHOro TUCKyY (rinepTeHsii), a TakKoX peTeibHO NepernaaatoTb AOLIIbHICTb
3aCTOCYBaHHs Oy1b-AKMX NPEnapaTig, O 3HUXKYIOTb 3ropTaHHA KPOBI (Hanpu1knag,
AHTVKOArynaHTiB abo acnipuHy), LWoO BU3HAUMTY, Ui NEPEBULLYE KOPUCTb Bif HIX
PU3MK BUHVKHEHHA KPOBOTEY. [CHYIOTb TakoX METOAM NiKyBaHHA, AKI LOMOMaratTb
nonerwnt cumntomm LIAA, Hanpurknaa npenapaty And NoKpatieHHs nam'aTti abo
NIKYBaHHA TUMYACOBMX HEBPOJIOTUYHYIX €Mi30A4IB, L0 BUHMKAIOTL Y AEAKMUX MaLiEHTIB
i3 LIAA. Hapasi He icHye nikapCbKix 3acobiB, Ans AKX Oyno 6 4oBeAEHO 30aTHICTb

YMOBINbHIOBATY NPOrpecyBaHHA LIAA.

JlikyBaHHA CMMNTOMIB aminoifosy

[ly<e BaKNMBO NiKyBaTW He JINLLIE OCHOBHI MPUUMHK aminoifo3y, a i CUMITOMM
3axBOpPIOBaHHA. Lie Jornomarae nigtprMyBaTyi AKICTb XKUTTA NaLjieHTa Ta NMOAOBKYBaTY
Oro TPMBANICTb.

33 MOXKIMBOCTI MALIEHT MOXe NPOAOBXYBaTN 3BMYANHY MOBCAKAEHHY AiANbHICTb.
OpHaK y pa3i BUHVMKHEHHA BTOMM ab0 3a[MLLKM MOXe 3HaJ00MTICA BIANOUMHOK.
He cnig nepesuilyBaTh piBeHb Gi3NUHOIO HaBaHTAKEHHS, PEKOMEHA0BaHNI

niKapem.

[na nonerweHHA CUMNTOMIB, MOB'A3aHVIX 3 YPaXeHHAM HUPOK | cepuA

BHACIAOK BiKNaAeHHA aminoiay, nalieHTam Mmoxke Oy T HeOOXiAHO NPUAMATK
AiypeTvKki Ans 36inblieHHsA YyTBOPEHHSA Ceui BIiANOBIAHO [0 NpW3HaYeHb Nikaps,
0OMeXyBaTH KiNbKICTb COMi B PaLlioHi, HOCKTI enacTUYHi KOMMNPeCiinHi naHuoxm
abo TPUMATU HOTY B MIAHATOMY NONOXKEHHI, WOO 3MEHWWTH HAbPAKK. [HOA|
naLieHTam, AKi paHile Manu NiaBuLLEHWUI apTepianbHNU TUCK, Dinblie He NOTPIOHI
AHTUrINEePTEH3MBHI MPenapaTu, OCKINbKM 3 PI3HKX MPUYXH apTepianbHUN TUCK
MOXE 3HU3UTUCA. [TaLliEHTaM i3 Jy>Ke HU3bKUM apTepiaibHUM TUCKOM MOXYTb
3HaAoOUTUCA NpenapaT ANs MOro NifBULLEHHS, Wob 3anobirTv 3anaMopoYeHHH0
Ta BIOUYTTIO NepefHENPUTOMHOIO CTaHy.

Y pa3i nopylueHb 3 HOKY WIYHKOBO-KMLIKOBOIrO TPAKTY MeBHI MPOaYKTH
XapuyBaHHA abo NikapCbKi 3aCO6W MOXYTb AOMOMOI TV BMOPATUCA 3 Aliapecto Ta
3aKpenom. [Hoai 3MiHW B paLioHi MOXYTb MONErIUTY CUMATOMM ab0 AOMOMOrTY

NiATPMMYBATK Macy Tina.
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Xoua CUMNTOMK, CNPUUMHEHT YPAXKEHHAM HEPBIB (HEMPONATIEID), MOXYTb
3MEHLLYBATUCA 3aBAAKM ePEKTUBHOMY NiKYBaHHIO aMinoifo3y, A1 BiAHOBAEHHSA
HepBiB MOXKe 3HafoouTMCA 12-24 micAui abo GinbLue. Ouikytouw, Yv BinbyaeTbcaA
Take MOKpPaLLieHHs, MOXKHa 3aCTOCOBYBATY JiKapChbKi 3aC00M AnA NonerueHHs
6onio. Ix MoXHa NpUIMaTU NepopanbHo abo HaHOCKTY Be3nocepeHbo Ha
WwKipy. Y pasi AncKomdopTy, MOKOMOBaHHA ab0 NMeyiHHA 3aHyPeHHs Hir'y Tenny
BOAY Y BaHHOUL 3 MacakepoMm Ha 15 XBUANH nepes CHOM MOXe AOMOMOrTY
MOKPALLMTK COH. Tenna Bofa Ta Bibpauia CTUMYNIOTb HEPBOBI BOIOKHA, AKI

He nepefatoTb 6ONBOBI CUrHaNK, | BNOKYIOTb HEPBOBI BOMOKHA, WO NMepeiaioTb
60nb0oBI cMrHanK. YacTo Ans KOHTPOIO CUMITOMIB KOPUCHO 3anydat
Cnikapis-cneuianicTis (kapgionoris abo Hebponoris), siki MaloTb JOCBIA NiKyBaHHSA
aminoifo3sy. IHWi KOPUCHI NOCAYrK BKIOYaloTb Qi3vyHY Tepaniio Ta eproTepanito,
AKi jonomMaraloTb NiaTPUMYBaTH ab0 BiAHOBMIOBATY CUSTY 1 QYHKLIIOHANBHI
MOXJIMBOCTI Mifl YacC NiKyBaHHA. TakoxX MOXYTb Oy KOPUCHUMI NOCYyTi daxiBLiB
i3 nikyBaHHA nimbenemu, AKi CnewianiayloTbCA Ha YCYHEHHI HAKOMUUYEHHA PiAVHY
B HOMax Ta iHLUMX TKAHMHAX. Y HAUTAKUMX BUMALKAX TAKOK MOXYTb PO3MIAAATA

TPaHCMNaHTaLilo OpraHis.

Yyactb y KniHiYHNX AoChigKeHHAX

KniHiyHi BMNpobyBaHHA - Lie HayKOBI JOCAIMKEHHS, Y MEXax AKMX NMepeBipaioTh
HOBI METOAM AIarHOCTMKN Ta JIIKYBaHHA 3aXBOPIOBaHb. TaKi JOCILEHHA MaloTb
BUpIiLLIaNbHE 3HaYeHHs AMA NornMoneHHA PO3yMiHHSA aminoino3y Ta po3pobKu
edeKTUBHILLMX METOAIB NiKyBaHHA. YCi METOAM NiKyBaHHSA, [OCTYNHI CbOrofHi, bynn
PO3p00NEeHi Ta BAOCKOHaNEeH 3aBAaKM 6e3nepepBHUM KNiHIYHUM AOCTIAKEHHAM.
HuHI nauieHTn MOXYTb [OCAraTV TPMBANOI CTIMKOT peMICil 3aXBOPIOBaHHA, a TaKOX
3HAYHOro MoKpaLleHHs yHKLIT opraHiBs.

[MaLienHTw, AKi BINNOBIAAIOTb KPUTEPIAM YUaCTi, MaloTb MOXKAMBICTb BpaTh y4yacTb

Y KNIHIYHKX BUNPOOYBaHHAX. Y KAIHIUHWX BUNPOOYBaHHAX NepeBipAoTb HOBI
METOAWM NiKYBaHHS, W06 BU3HAYUTH, UM € BOHN TaKUMU XK eDEKTUBHUMM, AK

HaABHI CTaHAAPTHI METOAM, ab0 NepeBepLIYIOTb iX. YCi 3anpOnOHOBaHi KiiHiYHI
BUMNPOOYBaHHA MatoTb ByTW CxBaneHi Ta nepebyBaTu Nif HArMAAOM IHCTUTYLIHOT
Kowmicii 3 eTnkm (Institutional Review Board, IRB). [lo cknapy IRB Bxoaats nikapi,
HayKOBLIi Ta NPeACTaBHVIKA iHLWINX Chep, AKI He 3aMMatoTbCA HayKOBOI AiANbHICTIO
(30KpeMma, Lie MOXyYTb Oy TV CBALLEHHOCTYXMTeNi abo iHLLI NpeaCTaBHUKM
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rPOMAACHKOCTI). IXHE 3aBAaHHs - 3abe3nedyBaTi 6e3neky yUYacHKIB
KNIHIYHUX BUNPOOYBaHb.

YUacTb y KNIHIUHMX BUNPOOYBaHHAX € LIINIKOM A0OPOBINbHOL. [NaLieHTy, AKi
MOrOKYIOTbCA Ha Y4YaCTb, NiANMCYI0Tb GopMy IHGOPMOBAHOT 3rofgn. YUacHWK
TaKOX Ma€ NpPaBo BUITW 3 JOCTIIKEHHS B Oyb-AKMIA MOMEHT. Y 6araTbox BMMagKax
BMTPATU Ha NIKYBaHHA MOXYTb MOKPUBATUCA B MEXaxX AOCIIKEHHA.

YUacTb y KNIHIYHNX JOCAIIKEHHAX MOTEHLIMHO Aa€ NaLliEHTam 3MOry OTprMaTH
[LOCTYN O HOBMX €KCNEePUMEHTANTbHIX METOLIB NiKYBaHHA We A0 X WMPOKOro
BNPOBAAKEHHA. Y JOBFOCTPOKOBIN NEPCNEKTBI Lie CNPUAE BAOCKOHANEHHIO
nikapcbKu1x 3acobiB i MeToAiB NikyBaHHA AnA BCix nauieHTi. LLob gisHatncs, Aki
KNiHIYHI BUNpoOyBaHHA Hapasi HabUPaloTb YYACHVIKIB, MOXKHA 3BePHYTICA [10
CnevujanizoBaHNX LieHTpIB NikyBaHHA aminoino3y abo siasiaatv ClinicalTrials.gov.
Kpim TOro, nauieHTV MOy Tb LyKaTV HayKOBI CTaTTi, OMyOnikoBaHi B peLieH30BaHmX
BMAAHHAX, Ha canTi PubMed.gov, W06 03HaoMUTUCA 3 yrKe 3aBepLIeHNMN
OOCNIAKEHHAMM.

PaHHA ma moy4Ha diazHocmuka pasom 3 iHOu8idyaabHO Nidi6PAaHUM NAAHOM JiKY8AHHSA

€ KJTIDYOBUMU YUHHUKAMU 0OCA2HEHHA NO3UMUBHUX pe3y/ibmamig 0518 nauieHmis ma
IXHiX pOOUH. 3a80AKU WUPOKIL CninbHOMi MEOUYHUX NPpAayieHUKI8 i 1roded, AKi Maroms

nodi6bHuli doceid, Bu He 3anuwaemecs Ha0OUHUi 3i CBOED Npobiemoro.
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6. OCHOBHI LEHTPU NIIKYBAHHA

AMINOIQO3Y

Mu po3ymiemo, WO ICHYIOTb Pi3HI NPUUMHY, Yepe3 AKi AeAKi NauieHT! He MOXYTb BUIXaTn
33 MeXi LWTaTy, y AKOMY BOHW MPOXMBALOTb, OO NPONTY NiKyBaHHA abo OTpMMaTK
APYry MEAMYHY OyMKy. € 6arato kBanihikoBaHWX Nikapis, AKI MOXKYTb AOMOMOITY 3
AiarHOCTVKOIO Ta NiKyBaHHAM aminoifo3y. Bu He cami y 60poTb0i i3 LM 3aXBOPIOBAHHSAM.
Y CnonyueHunx LLUTaTax AMepuKku 3BepTanTeca O rpyn NiATPUMKN NaLliEHTIB 3
aminoigozom (Amyloidosis Support Groups), Wob oTprUMaTX JONOMOTY Ta pekomeHauji.

Byab nacka, HadiwniTb eneKTPOHHOro NCTa Ha aapecy Info@AmyloidosisSupport.org.

MixHapofHe TOBapmMCTBO aMinOifo3y Hafae AOBIAHVK LIEHTPIB NiKyBaHHA aminoifo3y.
IxHit BeG-canT: https://www.isaamyloidosis.org/. kw0 Br npeacTasseTe LeHTp
NiKyBaHHA aminoino3y, ane Ball 3aknaj He 3a3HadveHo B JOBIAHMKY ISA, abo AKWo v Bac

BUHWKIW 3aM1TaHHS, 3BepHITbCA 3a agpecoto info@isaamyloidosis.org.

AKLLo By nauieHT abo 0coba, AKa AOrNAAAE 33 MALIEHTOM, | He MOXKEeTe 3HaNTK LEHTP
nobnmn3y mMicUA NPOXMBaHHA, HANWLWITL Ha agpecy info@AmyloidosisSupport.org ana

OTPUMAHHS [OATKOBOI iHGOPMALLiT.

KoHcopuiym 3 4OCHIIKEHHA aMiNnoifo3y HalaB HaM IHCTPYMEHT ANA MOWYKY LEHTPIB
NiKYBaHHA Ta KNiHIYHUX BUNPOOYBaHb, KPUTEPIAM yUacTi B AKX MOXYTb BiANOBIAATH
nauieHTw. Bigckanynte QR-kof, Wob oTpumMaTtyt AoKnaaHiwy iHdopmadito.

https://directory.isaamyloidosis.org/provider-directory-list/
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7. OHNANH-PECYPCU

LLlo6 oTprumaTn gogaTtkoBy iHpopmaLito, 30Kkpema Npo Micuesi
Ta OHNAMH-3yCTpidi rpyn NiATPUMKN, BiaBiganTe:

Amyloidosis Support Groups
AmyloidosisSupport.org

IHWi KopuCHI pecypcu:

e Amyloidosis Alliance
amyloidosisalliance.org

e Amyloidosis Army
amyloidosisarmy.org

e Amyloidosis Foundation
amyloidosis.org

e Amyloidosis Research Consortium
arci.org

e Amyloidosis Speakers Bureau
mm713.0rg//asb/

e Amyloidosis Support Groups
amyloidosissupport.org

e Amyloid Support Group UK
amyloidosisuk.org

e Canadian Amyloidosis Support Network Facebook Group
facebook.com/groups/194563300561853

¢ National Organization for Rare Disorders
rarediseases.org
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Llen indopmaLiliHnin maTepian CTBOPEHO 3aBAAKM LWEeAPOMY FPaHTY Bif

The Chip Miller Amyloidosis Foundation

Xﬂlr%lzggﬁr
Z N

chipmiller.org

Ta TaKUX KOMMaHIM, Wo crewianisyoTbCA Ha AiarHOCTUL A NiKyBaHHI:

ALEXION =<

AstraZeneca Rare Disease

2Anyam |ONIS

N—
janssen )' oncology

AstraZeneca

BRIDGEBIO & Pfizer
“eidos -

a bridgebio company

CnoHcopu He 8niuHynu Ha 3micm yiei nybaikaui.



AMYLOIDOSIS SUPPORT GROUPS
amyloidosissupport.org
amyloidaware.com



