Hyperparathyroidism-Jaw Tumor (HPT-JT) Syndrome
Wey. &30 Ingaumuay

wan.uw. Uy adasnisle

uni (Introduction)

I

ﬂq'ummi Hyperparathyroidism-Jaw Tumor (HPT-JT) Syndrome Lﬁuiiﬂmﬁ‘ﬁuqﬂswﬁ'wulf;mﬂ EREY
E‘ULLUUﬂ’]SﬂI’]EW]E]@Vl’NW’uﬁqﬂ‘iSMLL‘U“Ug“LJLﬂ"u (autosomal dominant disorder) Tnadl incomplete penetrance ai‘J;‘ﬁl
Uszanmsosaz 80-90 lsadfinudiAyosnedslunsufivinimenlsve oy Uisinuiuanseinisaienie
Primary hyperparathyroidism (PHPT) g?dl,w{ﬁﬂﬁﬁjaﬁl LLagﬁmmLﬁmqw{amﬂﬁmm%w{au‘wwﬂ.maslff; (Parathyroid
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wedAlln uazenWUSANEAS (Pathogenesis and Molecular Genetics)
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a@%aaqﬂuimiui%uﬁ’nmuﬁ 1g31.2 84 CDC73 Usynaumle 17 exons ¥anu1v aoaswaas1elusiu
parafibromin 3sUsznaumensaoziily 531

1UsAu Parafibromin V‘l’”lmjﬂﬁlﬁju tumor suppressor protein ﬁwulmy’l,uﬁqmﬁaamamaﬂwmﬂwawL“l'fal.?ia
TaRgyhauTIniu polymerase-associated factor (PAF1) complex L'ﬁa%5’%13@%@@@%@%%5 (antiproliferative
activity) K1unalnnsanniswanseenes cyclin D1 wazyUf 381U beta-catenin miﬂmaﬂ’uﬁ:éwslmg' (1AR50E
av 80) ¥nuduwila frameshift w3 nonsense mutations @ wirlyiAannsas1elusAui dudnund (premature
truncation) 3egnihanseseTInigy amaluaaudenisinieuves parafibromin Wegsanysaluieibeiiesenves
{U2enquoInTs HPT-JT

nainiiosentugUasnquilidulunuausfigiu Knudson's two-hit hypothesis InsmuaifinTsnateuguuy
somatic 38Lfin loss of heterozygosity lusadadi aoswe i aif o1 san miayamya&J’jﬁmaﬁugiuwm%’jmm
(Immunohistochemistry) 9z Wun15adun13indves parafibromin Tuiledsavoneaaiosen deansatunly

Usglewuiiarelunisidadenianesinela

anwen19aaiin (Clinical Features)

o

U8 HPT-JT syndrome agilanuiinunilunanesyuvedene lnedanvaugnisndinidfgyas

=De

1. Primary Hyperparathyroidism (PHPT):
e nms PHPT Wudnwasnsediniinulavesiian wazsfnidusimstimeslse Tnewulagedesesay 95-100 09
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o glwindufienslusasissuneuaneviotoylvgnounu (late adolescence or early adulthood) Tngng
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. saﬁJIﬁﬂﬁé@yWﬂiﬂmaaﬁéquiuzgﬁﬂLﬂuLﬁaﬁaﬂ%ﬁﬂﬁiauLﬁﬂa (single parathyroid adenoma) ﬁdwuiﬁqnﬁqgaa
aw 80-95 vaarUae Tavseslsmiinddnuariduge (cystic) uierdu atypical adenoma nsnueuinUnf
Wanem uNs ey (synchronous multiglandular disease) wulapeuveuoell aufisufua1ig PHPT 14
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o yrefinudsdunisifauziimeunisilvsesn (Parathyroid carcinoma) gatisseeay 15-23 (Ing lifetime risk
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2. Ossifying Fibromas of the Jaw:
. Wulﬁ?ﬂizmwmiuaeaz 30-40 suadr;;ﬂasl (Immjuaaﬂa lifetime risk szqiﬁﬁmwmﬁwﬁuﬁmaz 28.4 meﬂumq 40 )
. LﬂjuLﬁyadaﬂsnﬁﬂ fibro-osseous lesion (ossifying fibromas #38 cemento-ossifying fibromas) ﬁLﬁmSﬁuU%nm
n3zgnvIn3slnsans (mandible) v3ev1nsslnguu (maxilla)
o Fnwmzniiningesednifunuy radiolucent @ 1991 KUY sporadic 7 mfuuuunay
(radiolucent/radiopaque)
o uwiifosenanidurieluseuss (benign) Lw{ﬁwqamiuqﬂmmawwﬁ (locally aggressive) annsavengunle
pe1emaLiios Frenvdwmalminnsionvhanesnity LLaw‘fﬂﬁgUW:ﬁmgﬂ (facial deformity) la
3. Renal Involvement:
o efsunditlanulaussanusesay 15-20 vesae (ifetime risk s08ay 15.6)
o dnvusiinulavesiiando nuiiile (renal cysts) Fenusuussiidunnunosluauiailuganzlaisszes
qm’ljﬂ‘ﬂ (end-stage kidney disease) aluunesne
. uanmmﬁé’aawwmaabmﬁm hamartomas, mixed epithelial-stromal tumors (MEST), Papillary renal cell
carcinoma LLazLﬁadaﬂﬁWUM&nﬂiupﬁwﬁ \u Adult-onset Wilms tumor
4. Uterine Involvement:
o uarwiaunffinulavessesasn newulasesay 45-50 Tuluveskiaends (LnsAnwmugeRansosa
50)
o dnwmrnianersinerfinule laun multiple leiomyomas, adenomyosis, endometrial hyperplasia,
adenofibromas ILa¥ adenosarcoma
o geiniornsUszsudeusuniaunf (menorrhagia) u3efinaeiiymsenn (infertility) wlugnisesiums

HIRANAAN (hysterectomy) Aaumanguee (ade 35 J) Fao19anane reproductive fitness

A19731928 (Diagnosis)
n15319d88udu HPT-JT syndrome vinlalagnisasnsranienugaiansseauluiana (molecular genetic

testing) kAYWUANMURAUNALUU germline heterozygous CDC73 pathogenic variant 114;3%8 (proband)
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cystic, atypical, %38 carcinoma, ¥3eiliilasena1nsslng (ossifying fibromas) 531038

HUINI9NITINET (Management)
1. 7179% Primary Hyperparathyroidism:
o msimdaneunnslvsesn (Parathyroidectomy) dewdunissnwvwan (treatment of choice)
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\ilesanseslsadnidunautien (single adenoma) NIHIAALUULANIELA1¥A9 (Focused parathyroidectomy

%39 unilateral approach) 3slasunsuugiminamssdidadunaunidn (WU Ultrasound, Sestamibi, 4D CT)
ansnszyiuvuilnesatauLazaennaodiu endnidesn1ieeesluunilyvsesnn1a1s (permanent
hypoparathyroidism) Larnwan nwssdludnauniedauesiu 913151y bilateral exploration

mnilanuasdensevousinisndinanenatdunziSmeunisiinsesn (parathyroid carcinoma) 1 nauivuin
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ey, JEAULAALTENEWNNRAUNG (>12 me/dL), wiednvarneuuddndedesoutns wusilwihnsindauuy
En bloc resection Inesniiiasensensiutuidadoseuwsiiiatuy nevlnsesnrasioatu (ipsilateral thyroid
lobe) ilenaniAsen1svineuLANLaNIINTY TR ITARLZISS

o MuhmneEtwile (Fine-needle aspiration) NBUHAALAATIA LﬁadmﬂﬁmmLﬁ'mqqﬁ%ﬁﬂﬁwaéwﬁa

msinsesanszarglumunudy (seeding)

Tunsdifiluanansosndaln vieiuuzsssezanatu enaleen Cnacalcet hydrochloride iy calcimimetic
iememuausziuuaadosludon augiueilungu bisphosphonate %8 denosumab
2. Jaw Tumors:
o m3dnvmdn Aensudaenseslsnoenlunun (Complete surgical resection) AUTBUITIINTUIN HILIAS
uazomsvaskte evastunmsvinaelassasdlagsouuuugnarumeiiios (progressive structural damage)
3. Renal wag Uterine Tumors:
o saglsaiila: MmsunsKadauUUanuela (Nephron-sparing surgery) 1nnIMsialaeensimun (radical
surgery) \losnythediaudsdunmaiaideenuuunaesumiuaziiafilnisaesnmasayisdia
o seslsafiungn: Msdnunueyiunsssduvesgiudunmoiduseq 10 Tnseresidunsssumsuidaning
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Primary hyperparathyroidism / = #523586U Serum calcium way iPTH ynd Imﬂﬁ'm&u’qmgwq 10 idumuly
Parathyroid tumors 599526 U Serum 25-hydroxyvitamin D (1l aUsziiiu ynd Imal,%'w?iu’umawq 104
amensedimiufi feenavhlvassu iPTH getu vde
naszduLAaiTenngUnFle)
frsaumhdansgnunuiiadiae (Neck US) Wuszezy AUTEUITAINTETU Serum
calcium Wag iPTH

Useidu Localization studies i enseelsaluy via  vinluy Uteqi dUsed@ Parathyroid

nmsndudud/gnatuvessaueisa carcinoma 7 5¥AULARTYUNT UL
G
AU
Jaw tumors nuiununngiensaguamyesdin (agaisuadly | nn 6 e

ViununmensuasBundaazanusudulunsiisess
osseous fibromas)
#3730 M59d Panoramic jaw xray 3aufunisled | evreussyn 5 3 Tneidudwuneny 10 9
Uasfuudame (Neck shielding)
Renal lesions Fansrgnauale (Renal US) Wileusyiiumsesisn, wie asjwﬂaaﬁqﬂ 54 Imsﬁué?uwimg 104

To CT/MRI Useiflufintfiusuvausinienain

$3793861U Serum creatinine vmf] ('luLawwrgﬂmﬁmmwu Kidney
cysts LLg’J)
Uterine tumors M3IAUTHIUNNUIIY (3748 Pelvic exam) ynd lugurendlne Fuduniangte
W3aiug
Samnungudansu (Pelvic US) nn 5 7 wuaglufionnis/enisuansd

A3 (@198 CT/MRI Wi ANAUUDUT)

nsludU3nemeugaans (Genetic Counseling)
1{10991nNq18IN15 HPT-IT Fn13078MeALUY Autosomal dominant ‘uqmsuaqngﬂaﬂﬁﬁsasiiﬂmaﬁuqﬂim
CDC73 wpazau axillomasesay 50 farlasunisaneen Pathogenic variant &
Tunsussiiusaglnduinwuniaieaniiidanudes (Evaluation of relatives at risk) aasiinsiausinnsan
Molecular genetic testing \ftey1 Germline CDC73 Tﬁﬁum%iyﬁaawm& (first-degree relatives) %aﬂﬁgﬂw JERITIELYS
Iﬁﬁwmﬁmwmalumq 101 Lﬁaﬁzqéﬁﬁﬁuum ?quﬂﬂaméwﬁﬁ]ﬂmy%’uﬂﬁziasuﬂqnqﬂmﬂmﬁﬁmﬁgmummﬂuﬁgi’q
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unasu (Conclusion)
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