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Abstract

Abstract: To explore the clinical diagnosis, treatment, and prognosis of transthyretin amyloidosis
(ATTR). Method: A retrospective analysis was conducted on the clinical data of a patient with ATTR
admitted to the First Affiliated Hospital of Anhui Medical University in 2022, and relevant literature
was reviewed. Result: The patient, a 43-year-old male, initially presented with intermittent diarrhea.
Subsequently, nerve biopsy was performed due to numbness and weakness in both lower limbs, indi-
cating neuroamyloidosis. The patient is now seeking medical attention due to edema and urinary
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incontinence in both lower limbs. After comprehensive examination, it was considered that amyloido-
sis involves multiple systems. After completing cardiac magnetic resonance imaging, 99mTc PYP nu-
clear imaging, and genetic testing, the patient was diagnosed with ATTR and is now receiving treatment
with chlorpromazine. Follow-up until December 2024 shows that the patient’s condition is stable.
Conclusion: ATTR is a rare type of amyloidosis with few cases, rapid disease progression, and lack of
specificity in clinical manifestations. Although there are targeted therapeutic drugs, early diagnosis
and treatment are necessary, and the overall prognosis is poor.
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1. 51§

TEMFEARVE R UER I R DRI B R R A F I A Yk 22, fE Al 23 S AT B AR B BT B 0 1],
T3 B IR 25 25 A e #E 28 4 (transthyretin amyloidosis, ATTR) &3 Af i) —FhZE WA, R 451 F02
5y 5 HAB I TR T 6 /DA I R I, o A STHRGE — 191 Leu75Pro RAZM) ATTR &, #R0T Hollm R R I SOBT
BZWITV, FFEAT A OOCERE >
2. BEER
2.1. MwRSE

B, B, 43 %, K BRSS9 4, RN =71, BROKR 3 4, XUREEM 1 HR” T 2022 4 7
H 26 HNERE. BFH 9 FEartHBLRKIIEYS, 2019 SEFFEH BN R I = e, 2019 4F 12 A2
AR N EL, W2 KR BIENE, WA EIE, KT USFRGE .. J5EE AR ME, KK
ARFALIEAR BRI AL, T 2021 4F 7 Az T LIGERPE, B REONTEMFERAS, PPETERI RS2 N 5 a] L
NISRLCFEME B R, WM AETEm PR YE, KT DARRRIGIT . — R A IS, FIRBORFEFM, 3
HurtHBUREEE, 1 AT BN B g, Stz T 4R T ULE N FIRE, FFe IER 5 A i b
o 20 KETELE TIREEWIRIMEL, FREBEMEE SR ENRCRRE, EAFEEN, 4 TRERYTEEHE
HER o, MHhERBiik b FIRE . IUEHE FEIFMBA S, MR A VIET . Ik &, 6 R AR
BikigmAs, AdE—DEIT 2 IRE, 1112558 “TEmE Rt 2 K9 27 lE. wftd, BEME.
Kt —, IR —M, MEIRS, G5, WEEAMRR, 7T, PR, o, A E R
DL AR
2.2. FEKEE

B, FAMEN, 4B Bz R ORI 0 BH R e S0, A (T FIR FIE B S HE JB) 5, JR Rk Rl R i
K, RS, DAL, SRR, XUMEREMH, KRELSE, OF 92 K/4G, OFEF, BK,
SR T LEHERER, TRBE, Murphy fE(—), FFMM R0, BaptimE A, XN REE
T
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2.3. BRfERSSE

TNREL T BEARpT S BF R St KRB RGN, TN SR LR s S st 5, A KA
HRZG) s R Bs,  12 SERTA R R Kk kTR S,

24. REEHE

BENBGG BT, W RuT: mHEM: WBC6.11x10%L, Hb67 g/L, Plt240x 10°/L,
S-EREE > 10.00 mg/L, MR 3.96 ng/ml, 4E4=% B12 931 pg/ml, kM 448 ug/L, HEHEM 34.0 g/L,
ALT 52 U/L, JJUEF 296.0 umol/L, A% E/NskyEId % 23 ml/(min-73m?), BNP 543.6 pg/ml, %J% [ i€ L
VK BIVE, ORE: 1) SEMROE, 2) R EMATESE, 3) TSGR, 4) HSREKHEE, 5) QTce [
WK, HAELSE: AEA R, AEEEILEJIVSD 1.56 cm, LVPWD 1.39 cm), #2R0HLTERFEAS.
YRR FLA A, sk s e (B, DB BBV O IER IR O SRR, 40D NIRE R BRI
SEA, O SEEERTALGRAL, AL O AR, HREOIIER AR EE ). B 1(b). BEERAY: BE
PERMERER . HREEA: AR, RAMMmE .. &BE [gH EAAR: Bk,

@ (b)

Figure 1. CMR of the patient: (a) Sagittal position; (b) Coronary position
B 1. ZBEOHEMERELR: (0 RRE; b) BRI

2.5. BT &3

BE “IRWEYS 9 4, XREZ 1, BRAR 34, BUNBIEM 1 HR7 A, HBa s Ok,
BHE. MARGRN, SEINGHEERBIEmER N, HEBARA R R &, AR MR I ek
P EERE T, MBS RGN E R EAS, 075 MR VE R A W i B (R Ml e RS R i AT
R . BRI, FRATT 2022 4F 8 I 8 HZ M AR5 AT BRI Wi A FUS s R (15 2) .

(@) (b)
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Figure 2. Skin fat biopsy and lip gland biopsy of the patient: ((a) (b)) Abdominal fat biopsy;
((c) (d)) Labial gland and tongue body biopsy, both stained by HE, x200
2. BEFKEREEMERER: () (b)) EIMERER; (o ) BRENER,
¥IER HE &, <200
T ERSE R CHAN T S ) MR A AT K G T 8 R B O s (R M) BRSO T I /D By G e s Y
PO s (REABIE ) B T 23 A Je 2 — ey e e UM, Ja 58 TR 3R TSR R ORAT WSR2 et R 5 i 7y

/

Brs BB ORI R T 8 O IE e R R A, BATE S 3 HAR: 99mTe-PYP #% & 531712
(1 3).

R—Ant—L. L——Post—R

(b)

Figure 3. 99mTc-PYP radionuclide imaging of the patient: ((a)
(b)) Visible cardiac radionuclide increase

3. B 99mTc-PYP #ZZEE%: () (b)) AW UAERSHE
BEEBSHT
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ZEFH 99mTe-PYP & 0L R H/CL > 1.5, CHRSWiiE HAR IR & & A e A0 IR (ATTR-CA).
Jri FB R DR R M A 5 S DR A R AR P . Leu75Pro, #E—B SRS W, BUE M — A N R 12
ATTR-CA [4&h5#E, ATTR-CA 3 NEtfE e FEF AR, % & BART S, (HAEERNELSE
99mTc-PYP ¥ & B R B AT ALK, B 99mTc-PYP #% X -LILE SR H/CL > 1.5, 99mTc-PYP %%
P R BR 2 R AR, GZOR R 2 R BRI ATTR-CA B, RI\EOHiERE, %%
BEARMWAYE, 26 ONFREIEIRANG KRR, R JC O USRI BEUE S IR 0] 2 W ATTR-CA, HEE SR
KrpBE Y, Wb RIS WA AR IR R E O 2 KRGS FERGIE . OIE. BT, i), &3 A UREs)
JE A RS R I, HREAIK TR, RS NYHA 2400 DhRe R T 9 BE T g, B Ui6eit
ARUEE TR, A S N ERIEE % 23 ml/(min-73m?), #EE T IhEEA T CKD 4 M. £10f BEm is 3k
F AR P SR E RS, A 5 B FUIR AR 2 2B A (transthyretin, TTR), HHBFE MG BN BRILT, %E&
HEFEARE . WRARA K, FSTHERIGIT . S&S0RIT RN KGR, 40 IRAE L%
IR, WERE KO RGECRMEER T TSRS, BV R AR AT RS O B IR T S .

3. itig

TERREAR A — P DL, e n AR 3R B, i W20 R R RRE. R
FREFNE WIE[1] (2], RIS E AP, A AR H TS riEm A2 m
WHITA 30 RFR[3], Horp E AR ol R Bk R R FERY(AL), 20 5 IEMFERTER] 90%, FREE
HERLAN, A HADA RIS M DU T SO AR, Bl AA BUUERFRAR . B HORIRER B A Ve AR AR
&, AROIEFFIM. REFEER, M5k e ik, TRk m e LR, 8 A A 0 40 ik
%Z, INEEREER A, B AL RO AR T RR AR N . BER, BRI MR A R T e

DR IR R R (ISR M (ATTR)Z i FOR IR R B ((TTRYH IR 4T & S EULAE A S0 i vl 5l
ARHIPIR[4], TTR 23 s AU A i FUR B R (TH AL BB 45 5 SR FHH(RBP) IR E BT [5], & 90%¢h
JF R =2 T A% 10% 0] h ik 288 AR I S | 7 7= A, TE 18 0 A S ml i P 1 [0 905 DY SR AR E AR ARG 2R 6] -
TTR FIE AN RIS A TER, AR STEANE AR T RRATE S AR DT, TR 80% . HEURIN &
B FEHID TTR (2 R RAR A SRR I, M0 it 1 ATTR (ATTRv) B4R ATTR (ATTRwt).
TTR JEH 7T 18q12.1, B 4 NN T([7]. 1245 N1k, OHE 1 130 M54 ATTR MM TTR
BORAR 8], AEEE, & WA TTR R4 Vall22lle. Thr60Ala Al Val30Met, 4Bk WA TTR 58
/& Val30Met. Vall22lle 1 Glu89Gln, Val30Met #iNEAZERAIAIIRAE, i HiTSir 48, XfR
B HA BB R, FENAAEEE ST Y. BE. A, B, mssl AR — A X
[9]o 1% LR RABANE, RAKRN Leu75Pro, %5 Rk RitikiEEE /D 15 4 B h k3% 48
s, HEAZED 13 A8 F AR EER R IEMFEITRA[10]-[14], ZRE%E%EERERGH0HME, H
BAEFRAK, HMHAZWN ATTRY.

ZIRTRRIAFAE T, EZ R P R DU A v . Fodh DURS HOR IR 38 B e B AR A 20
(ATTR-PN). ATTR-CA VL RIB&ER N THEERA[15]. MARGRI D NEABEMLR. B Ememndh
WAL, 20 73%H) ATTR-PN B & 2 WP EMEThaelatg, & WERGREHE. B miE XLk E
By FHLL R AFRL IS RS B ) RARZEFE SIS 16] [17]o ATTR-CA BT /NVE Ve A IR 41 4 TR
TN 5 51 AR MO U, R KRR B R0 S (HF) . A2 SR ORI
BB RN GE R OO I (CA)TE SR80 )T . O A SRS . B4 A e JREMEQAUR . EEE
SIS AE TR A IL[18], W R b 75 B S TR 2 2R R R AR CA,  DUIE 2 W7 iR 9T .

ANTR] 3 (R R AT g 2 S IR PR R BRI 2 25 R[], Leu75Pro B4R Ol R BUAZAE S8 AL B S AFAE
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ISES
5]

N

G R S ZEE FE RO B EMEA RS, HAT NYHA 2400 IReN T 9%, LVEF 57%,
Bfeib T CKD4 1, HiZEa RIS, oIRGB, FrETemrrAs ik 51 e | E e m
A3, JEBHTH IR B Z IR, W EANEAE RGN, HiZEE R DML RGEHRENE K
RN Z 2518 & ATTR.

FRE PRI LAEIT 10 4, RUIZSIF IS WS BN R AE, o R R AU A 12505 J& T 5 L9311
TR, FRZGEIEIRE I 2 B 55 HARE R ARRE, WS BRI EE . TSR
SEXTER R AR YE AT R SR A B S brite, SR, H AT RE B s Wiae 1 eI, il dn il
FRE O IERIER(CMR) RS AL R UG AR, ATRe 2 BL2 W ATTR, AR>S T35 1 7 ZE[19].

R O PR O R AR P 1 2 B T T L [201], WG I 21 B A BORLIR 5 b (0 LVE K RE RS - CMR
BEGR TR B OB FERR AL J1(21], B S WA . BUSRHE AR RE[22], AR, CMR Al RE
RERZIX 73 ATTR-CA J2 AL-CA [23]. AU MR ERR, i B BAR AT LAJC O 2 WO ik ek BE AR 1,
HA AR w2 e (92 % I BUBME RN 95%IKRs 1) [24] [25]. B /RERTTS ATTR HiE R #F 8 TR
PRSI &, BAREATI[26], SMUOUHECE REF OB IR ATTR — RS2 izl T
H. ¥ 99mTC-PYP. 99mTC-DPD F1 99mTC-HDP (K%} ATTR JE ¥ kE S FUTA B R Ronf 1y, CdE
O EREEFIF T ARRTV & ARRTwt (2 W[27] [28]. AW Eon, OB & g i sustt >
99%, X ATTR-CA Wt >86%, MPHIE)LF7E 4k H AL-CA WHRH, Hit, 3G A BT
P ATTR-CA, H 554 R AR PR At 51 2 LVH B HFpEF %95 A 4 71 [29] [30].

ATTR-CA #I\ Mg —Fhop W, EZRFUNFE et b e Bt m, B & . B PR
SHADS YRR M, PRREE B IEEIR. E IR A PIRIE RS 12 T RO R oA
B FEURIZ RIS, Bl S8 1R T AR AR, BiJE HIME RE0%AE. X T ARRT-CA Mk
A, WA AOHEL O, CMR KBU AR 2 BRI EE Ao O WLGE R FEAS P IR R0 o ETRRAE 22
JE AR Sk QRS AR ALK, HALEEA—E, mikew WO BmE AL S O BEE. BRI
Q JZE[31]. 1M ARRT-CA (1.0 I 78 T AT Oy 3 BESG JE . XLO i KL I 70 B AR B BR ) PR AT ik Th Rk
3. GLS BRAAIRIASFE XS OO PR B S5 R I [32]0 TEIE PR TAF fn 52 th I AS B Ji7 R 4% 5 BHL 65 5 00 2 BE Y )
BN B 6 OR HLI I 73 BOOR B8 1) SR v % pE s — P 58 3% CMR. MG SR e &/ R & E S ] e
K& HERR 2 54 ATTR-CA.

ZW ATTR J&, (XU B R A 1), SRR, @id 5 TTR I RAM A AR ER S &
MLz —4854, ke BRI RAE, Bk DU SR AR S RE R HE R B R % A H A
FARMFE IR 2 B0, FBWBIT AN MUTE4S BE KA IR, SUNBKMErE:, IhEER
B i R ARE PR B V7 AT e

g LRTA, ATTR 2 —FhE W, RKREE RS, EERININE RGHRALSCGOIRE, 55K
M RIRE TG RIN12, BEWRE 9 &, NE=RERWHIEE, RRBRIEEENE AR B E T %
BIEW, BERIRE . RS R TR S W R S ha e, HRG 0 LR ES, MARE, S4E0RE.
G SEAR e O RO A2 R R S 4R 7 7 ATTR [OAG 3R, AT AR R E 812 W ATTR-CA, 25 i
I AAF 2 S EAE I ]

B M
VO A LR A A R 1 [
EEUH

G AR 22 9T B B L 4:(2021zhy x-¢39) -
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