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MEEE : (BaMiaE . ST T 7Y F—~]

REL : [BEMEE - XF T 7)) F—<v Bz TRE]
B

e aiE - 2 XZ 4 7 U F—= (pheochromocytoma/paraganglioma) |XZ3L-F 2L, EIEF
6 L OHARR 2 BT DNUWMESE TH Y | PPGL LS b, FAEE & 727 HL
T THDLIT =T I UNEESDBEI WSS & mIMESEE, B, %
el ERE 2L, UX UIZDICMIC 2l e EE 2 & 723, PPGL 1% 30~
40% & BIRTEDBE MBSO TRV E Wbl TR Y, BIfE, 20 FEM o EEE R 123
EZINTND,

AWE IR B & s+ FH, MAX, NFI, RET, SDHA, SDHAFZ, SDHB, SDHC, SDHD,
TMEM127, VHL DX o378 a— RE =7 V> & ZOWSODO AT T A4 AL E . K
R — 27 =P =TT L, BT ST VAV 0. 1%L FO/MiZ2 /N U 7 MC
DONWTHET 5, H#HY — R — 7 o — DT — X ORSERLERGEIE,
=B LDF YT Y == U —TCOMT AT 9, IRBRERRK - FHAEDOa L
— AR B2 7 ) DEEZACICE L CIE @R CoMM N EE Y — FRL O AL
= =TI R T R G L L, AR E A Z 120N TIEAY T R
a—7—THRIHETEZHDICALTUTHETL208, NI Ty ha—F—THRIEETE 2
ST b DI L TEHE L, 72 BRlMEBRICZ . FReofEs b irisBmy 5,

B4 position (hg38) HGVS. ¢

FH chr1:241500601 c. 1237-11C>G (NM_000143. 4)
NF1 chr17:31095037 c. —273A>C (NM_000267. 3)
NF1 chr17:31095038 c. —272G>A (N\M_000267. 3)
NF1 chr17:31104400-31104404 c. 60+9031_60+9035de1AAGTT (NM_000267. 3)
NF1 chr17:31122754 c. 60+27385T>A (NM_000267. 3)
NF1 chr17:31148497 c. 61-7486G>T (NM_000267. 3)
NF1 chr17:31158991 c. 205-19T>A (NM_000267. 3)
NF1 chr17:31159638 c. 288+545A>G (NM_000267. 3)
NF1 chr17:31160230 c. 288+1137C>T (N\M_000267. 3)
NF1 chr17:31160232 c. 288+1139T>A (N\M_000267. 3)
NF1 chr17:31161118 c. 288+2025T>G (N\M_000267. 3)
NF1 chr17:31161181 c. 289-2005T>G (NM_000267. 3)
NF1 chr17:31162859 c. 289-327T>C (N\M_000267. 3)
NF1 chr17:31162878 c. 289-308G>C (N\M_000267. 3)
NF1 chr17:31162943 c. 289-243G>T (N\M_000267. 3)
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NF1 chr17:31181407-31181408 c. 587-15_587-14delTT (N\M_000267. 3)
NF1 chr17:31181408 c. 587-14T>A (NM_000267. 3)
NF1 chr17:31181410 c. 587-12T>A (N\M_000267. 3)
NF1 chr17:31182494 c. 731-14T>G (N\M_000267. 3)
NF1 chr17:31183316 c. 888+651T>A (N\M_000267. 3)
NF1 chr17:31183409 c. 888+744A>G (N\M_000267. 3)
NF1 chr17:31183454 c. 888+789A>G (N\M_000267. 3)
NF1 chr17:31192030 c. 889-8392A>G (N\M_000267. 3)
NF1 chr17:31193098 c. 889-7324A>G (NM_000267. 3)
NF1 chr17:31200401 c. 889-21C>A (N\M_000267. 3)
NF1 chr17:31200410 c. 889-12T>A (N\M_000267. 3)
NF1 chr17:31200655 c. 1062+60A>G (\M_000267. 3)
NF1 chr17:31200708 c. 1062+113A>G (\M_000267. 3)
NF1 chr17:31201023 c. 1063-14T>A (N\M_000267. 3)
NF1 chr17:31202692 c. 1260+1207T>G (N\M_000267. 3)
NF1 chr17:31203089 c. 1260+1604A>G (N\M_000267. 3)
NF1 chr17:31206219 c. 1261-21T>G (N\M_000267. 3)
NF1 chr17:31206221 c. 1261-19G>A (N\M_000267. 3)
NF1 chrl7:31206227 c. 1261-13T>A (N\M_000267. 3)
NF1 chr17:31207115 c. 1392+744T>G (N\M_000267. 3)
NF1 chr17:31207126 c. 1392+755T>A (N\M_000267. 3)
NF1 chr17:31207659 c. 1392+1288A>G (NM_000267. 3)
NF1 chr17:31212896 c. 1393-1555C>G (NM_000267. 3)
NF1 chr17:31212918 c. 1393-1533C>G (NM_000267. 3)
NF1 chr17:31213859 c. 1393-592A>G (\M_000267. 3)
NF1 chr17:31213928 c. 1393-523A>T (\M_000267. 3)
NF1 chr17:31214597-31214599 c. 1527+12_1527+14delTTT (\M_000267. 3)
NF1 chr17:31215260 c. 1527+675C>T (N\M_000267. 3)
NF1 chr17:31215744 c. 1527+1159C>T (N\M_000267. 3)
NF1 chr17:31215750 c. 1527+1165T>A (NM_000267. 3)
NF1 chr17:31215752 c. 1527+1167C>G (N\M_000267. 3)
NF1 chr17:31215772 c. 1527+1187C>G (NM_000267. 3)
NF1 chr17:31215790 c. 1527+1205T>G (NM_000267. 3)
NF1 chr17:31221401 c. 1642-449A>G (N\M_000267. 3)
NF1 chr17:31222471 c. 1721+542A>G (\M_000267. 3)
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NF1 chr17:31223418 . 1722-26T>G (N\M_000267. 3)

NF1 chr17:31223420 . 1722-24A>G (NM_000267. 3)

NF1 chr17:31223424-31223427 . 1722-20_1722-17de 1 TGAA (NM_000267. 3)
NF1 chrl7:31223433 . 1722-11T>G (\M_000267. 3)

NF1 chr17:31226421 . 2002-14C>G (\M_000267. 3)

NF1 chr17:31227205 . 2252-13T>A (\M_000267. 3)

NF1 chr17:31227207 . 2252-11T>G (\M_000267. 3)

NF1 chr17:31229007 . 2410-18C>G (\M_000267. 3)

NF1 chr17:31229009 . 2410-16A>G (NM_000267. 3)

NF1 chr17:31229010 . 2410-15A>G (N\M_000267. 3)

NF1 chr17:31229011 . 2410-14A>G (N\M_000267. 3)

NF1 chr17:31229012 . 2410-13A>G (N\M_000267. 3)

NF1 chr17:31229013 . 2410-12T>G (N\M_000267. 3)

NF1 chr17:31229821-31229822 . 2851-14_2851-131insA (\M_000267. 3)
NF1 chr17:31230249 . 2991-11T>G (N\M_000267. 3)

NF1 chrl7:31231743 . 3198-330A>G (N\M_000267. 3)

NF1 chrl17:31231759 . 3198-314G>A (N\M_000267. 3)

NF1 chr17:31235905 . 3871-13T>A (N\M_000267. 3)

NF1 chr17:31236281 . 3974+260T>G (NM_000267. 3)

NF1 chr17:31246346 . 3975-2638T>G (N\M_000267. 3)

NF1 chr17:31248973 .3975-11T>G (N\M_000267. 3)

NF1 chr17:31250056 . 4110+937C>G (N\M_000267. 3)

NF1 chr17:31250064 . 4110+945A>G (N\M_000267. 3)

NF1 chr17:31250092 . 4110+973T>G (N\M_000267. 3)

NF1 chr17:31251302 . 4110+2183G>T (\M_000267. 3)

NF1 chr17:31251543 . 4110+2424A>G (\M_000267. 3)

NF1 chr17:31252550-31252551 .4110+3431_4110+3432insG (N\M_000267. 3)
NF1 chr17:31253285 . 4110+4166A>G (N\M_000267. 3)

NF1 chr17:31254859 . 4111-3485T>G (N\M_000267. 3)

NF1 chr17:31257665 . 4111-679G>A (N\M_000267. 3)

NF1 chr17:31261690 . 4515-21T>G (N\M_000267. 3)

NF1 chr17:31261691-31261693 . 4515-20_4515-18de1AAG (N\M_000267. 3)
NF1 chr17:31261692 . 4515-19A>G (\M_000267. 3)

NF1 chr17:31261696-31261698 .4515-15_4515-13de1GTT (NM_000267. 3)
NF1 chr17:31261697 . 4515-14T>G (\M_000267. 3)




NFI chr17:31314393 c. 4773-11427A>G (N\M_000267. 3)
NFI chr17:31327461 c. 5206-38A>G (N\M_000267. 3)
NF1 chr17:31327480 c. 5206-19C>A (NM_000267. 3)
NF1 chr17:31327485 c. 5206-14C>G (N\M_000267. 3)
NF1 chr17:31329933 c. 5547-363T>G (NM_000267. 3)
NF1 chr17:31330765 c. 5749+267A>G (NM_000267. 3)
NF1 chr17:31330830 c. 5749+332A>G (NM_000267. 3)
NF1 chr17:31333660-31333675 | c. 5750-1178_5750-
1163de1 AAGCCATTGAAAAATG (NM_000267. 3)
NEI chr17:31333675 c. 5750-1163G>T (\M_000267. 3)
NEI chr17:31334557 c. 5750-281T>G (NM_000267. 3)
NEI chr17:31334559 c. 5750-279A>G (NM_000267. 3)
NEI chr17:31334559-31334560 | c. 5750-279_5750-278del1AT (N\M_000267. 3)
NEI chr17:31334661 c. 5750-177A>C (NM_000267. 3)
NEI chr17:31336619 c. 6085-16T>G (N\M_000267. 3)
NF1 chr17:31336622 c. 6085-13T>A (NM_000267. 3)
NFI chr17:31337357 c. 6365-11T>G (NM_000267. 3)
NF1 chr17:31337600 c. 6579+18A>G (NM_000267. 3)
NF1 chr17:31337608 c. 6579+26C>G (NM_000267. 3)
NF1 chr17:31337613 c. 6579+31T>G (NM_000267. 3)
NF1 chr17:31338008 c. 6642-17G>A (NM_000267. 3)
NEI chr17:31338150 c. 6756+11C>T (N\M_000267. 3)
NEI chr17:31348352 c. 7127-768G>T (\M_000267. 3)
NEI chr17:31349100 c. 7T127-20T>A (N\M_000267. 3)
NEI chr17:31349108 c. 7T127-12T>A (N\M_000267. 3)
NEI chr17:31352240 c. 7395-17T>G (N\M_000267. 3)
NF1 chr17:31357245-31357250 | c. 7807-24_7807-
19delGTTTACinsTTTTAG (N\M_000267. 3)
NF1 chr17:31358124 c. 7908-356C>G (NM_000267. 3)
NFI chr17:31358159 c. 7908-321C>G (NM_000267. 3)
NFI chr17:31358463 c. 7908-17C>G (N\M_000267. 3)
NFI chr17:31358647 c. 8050+25A>T (NM_000267. 3)
NFI chr17:31358708 c. 8050+86A>G (NM_000267. 3)
NFI chr17:31358713-31358714 | c. 8050+91_8050+92insTAT (N\M_000267. 3)
NFI chr17:31358714 c. 8050+92G>T (N\M_000267. 3)
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RET chr10:43077222 c. —37G>C (NM_020975. 6)
RET chr10:43077232 c. —27C>G (NM_020975. 6)
RET chr10:43086716-43086726 c. 73+9385_73+9395de 1 AGCAACTGCCA (NM_020
975. 6)
RET chr10:43111500 c. 1522+35C>T (\M_020975. 6)
RET chr10:43114751-43114772 c. 2136+15_2136+36de122 (N\M_020975. 6)
RET chr10:43116744 c. 2284+13C>T (N\M_020975. 6)
RET chr10:43116750 c. 2284+19C>T (N\M_020975. 6)
RET chr10:43118499 c. 2392+19T>C (N\M_020975. 6)
RET chr10:43119956 c. 2608-125C>T (\M_020975. 6)
SDHA chrb:218349 c. ~TA>C(NM_004168. 4)
SDHA chrb:230855-230863 c. 771-21_771-
13de1ACTGCTCTC (NM_004168. 4)
SDHA chrb:256322-256323 c. 1909-12_1909-11de1CT (N\M_004168. 4)
SDHB chr1:17044910 c. 73-22T>A (NM_003000. 3)
SDHC chr1:161314499 c. 20+74A>G (NM_003001. 5)
SDHD chr11:112087805— c. 53-52_53-49de1 AGTC (N\M_003002. 4)
112087808
TMEMIZ27 chr2:96254811 c. 409+22A>G (N\M_017849. 4)
TMEMIZ27 chr2:96265399 c. —18C>T (NM_017849. 4)
VHL chr3:10141771-10141816 c. —77_-32de146 (N\M_000551. 4)
VHL chr3:10142761 c. 340+574A>T (N\M_000551. 4)
VHL chr3:10142804 c. 340+617C>G (N\M_000551. 4)
VHL chr3:10142869 c. 340+682T>C (\M_000551. 4)
VAL chr3:10142957 c. 340+770T>C (N\M_000551. 4)
VHL chr3:10143003 c. 340+816A>C (N\M_000551. 4)
VHL chr3:10146455-10146500 c. 341-59_341-14de146 (\M_000551. 4)
VHL chr3:10146480-10146502 c. 341-34_341-12de123 (\M_000551. 4)
VHL chr3:10146673-10146675 c. 463+37_463+39de 1 TGT (\M_000551. 4)
VHL chr3:10149776 c. 464-11T>A (NM_000551. 4)
VHL chr3:10149972 c. *¥7C>G (NM_000551. 4)
VHL chr3:10150035 c. *70C>A (NM_000551. 4)
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REFE

M SEML L7257/ 5 DNA DD %S DRERNRBIZF O A Ea— R
TERT s Y DA U b r VB ENA TV XA B g D WITEERRY
i EYE (polymerase chain reaction ¥£, PCRIE &S (2K 0 RME L, Wit —~
Y= NNEF Y ET Y = — T L LD BE R EEZITV, R XTR
WA O AMEL B a— RERICBIT 5 v —F7 v v v 7 TR ATRE 2K BUEE
bR NP (AR S g v fan i A

FVEE R OV B H %
EEICHWSNTWD e 7 A 77 Lo AFdFE Db 6 | fREME T
YRS B OF A ET D,

EREEICREREZITO 2L T OIREMEOHEH
BRI L, AREICREMEZET 2 b0 TIEH Y EHA,

REICETSHEK
R SAFTC RN H A5 60 B 3% H LU,

HIEZZFET 25T H - Tid, EBRITHERTT 5 HEREFR DLW
HIE DZREIF RV,

RBRAR DEREREA:
PEHHEREIC TRA D B RIRIRFUC W THICHB L ARED H LiAZ 0 E L
e

AN AT
WREF ST DO EA AL 1D SEd 7~V Sz 1A
(B e B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIK DRI
PRIMAR T, T IE £ 7o TR 45,

(10) Bk
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Efe (7). (8). (9) ZWT-TRIKIZOWT, HICAN THRIRIZTARINIHEET S
(WEIIS T T, ARG ), BEHOFHIZEE TS Z & 2FAIE T 5,

(11) MEEKEEFEROBRED T NV OFEREHR
FRIARREAT 7 ~ VT IXEA AL 1D 70 & ONSHRIAE B 1D 2 5tdk 7%,
MK, SREEREORREFER T 5, ER0EEE 2 FICRd,
- [EA4{E 1D
- METOREHE (RERA, Ao — FEE. B
- [EPRHE P TE
« HA KT A BEFORER
- R R EEATEE

(12) &%z BREE ) CRERER OB EREFICHE ZIKET 2581
bico Tk, LHEEREFE) £ THRET D DITES 5 FFH
FIEAOFAREZFAE T 5,

T HB I T AR 20T, EFEERIII R ERT,

(13) AF/FH

7L

(14) REOBH LiAL, BRWEb#E
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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