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ADRENAL 2007-2017

The PKA pathway and benign cortisol-producing lesions

Mass-spec (LC/MS): the new frontier in steroid production
Adrenocortical hypoplasia and development: beyond CAH and SF1!
ARMCS5 and the adrenal: a new gene and the disease that is inherited
Food-dependent Cushing syndrome: the new genetics
Aldosterone-producing lesions; from KCNJ5 and beyond

Subclinical everything: hypo/hyper aldo+cortisol, adrenal fatigue
Adrenocortical cancer: new genetics; after mitotane what?

Succinate dehydrogenase (SDH) mutations: not only pheochromocytomas!

10. The other (non-SDH) genes in pheochromocytoma/paraganglioma
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Bilateral adrenocortical hyperplasias
are genetically heterogeneous disorders
with a range of phenotypes (pheno- and genocopies)
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Urine Steroid Metabolomics as a Biomarker Tool for
Detecting Malignhancy in Adrenal Tumors
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Adrenal Steroidogenesis
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HG. 2. Stercid metabolite excretion in ACA (N = 102) and ACC {n = 45) according to stercid dasses. A, Metabolites of adrenad androgzn
precursors and active androgers; B, metabolites of mineralocorticoids and their precursors; C, metabolites of glucocarticoid preaursars; D, cortisal

and cortisone metabolites. Box plats represent median and interquartile ranges; the whiskers represant Sth and 95th percentile, respectively,
* P 005 Y, Pe 001; %%, P 0,00 comparing ACA with ACC,




K* Channel Mutations in Adrenal
Aldosterone-Producing Adenomas and
HerEditarv vaertEI]Sion 11 FEBRUARY 2011 VOL 331 SCIENCE

Murim Choi,* Ute I. Schnll,l Peng Yue,z* Peyman Bjﬁrklund,3'4* Bixian Zhao,*
Carol Nelson Wllllams Weizhen Ji,* Yoonsang Cho,” Aniruddh Patel Clara ]. Men,® Elias Lolis,
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Tumor cDNA
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Multiple Endocrine
Neoplasia type 2

-RET proto-
oncogene

Von Hippel-
Lindau D. & NF1

-VHL, NF1 tumor
SuUppressors

Paraganglioma
Syndromes

-SDHB, SDHC,
SDHD, CTR/D
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Metastatic Pheochromocyvtoma/Paraganglioma Related to
Primarv Tumor Development in Childhood or Adolescence:
Significant Link to SDDHB Mutations

FEathrym 5. Kimg, Tamara Prodawosy, Vissly Bawrorowichk, Tim Fojo, faogeeiive K. Hewing, Margarer Zackarnin,
Hoberr Weslep, Maya Lodih, Margerata Rapgeds, Avwee-Panle Gimenez-Roguepdo, Sharma MoCormack,

Grmeme B bofer, Dirapamae Milosevic, Eieorom Bobahow, Comstmntine A Siramiis and Kared Recak
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The PGLL+GIST
syndrome (dyad)

Mutations of the SDHB,
SDHC and SDHD genes
in patients with
the dyad, the syndrome
of PGL and GISTs

N. Engl. J. Med. (2007)

Eur. J. Hum. Genet. (2007)




Defects in succinate dehydrogenase in
gastrointestinal stromal tumors lacking
KIT and PDGFRA mutations

Katherine A. Janeway®'?, Su Young Kim®', Maya Lodish®, Vania Nosé{, Pierre Rustin®, José Gaal', Patricia L. M. Dahia®,
Bernadette Liegl", Evan R. Ball, Margarita Raygada', Angela H. Lai", Lorna Kelly), Jason L. Hornick®, NIH Pediatric and
Wild-Type GIST Clinic"™"°P3, Maureen O’Sullivan*, Ronald R. de Krijger’, Winand N. M. Dinjens’, George D. Demetri’,
Cristina R. Antonescu®, Jonathan A. Fletcher®, Lee Helman®, and Constantine A. Stratakis®

314-318 | PNAS | January 4, 2011 | vol. 108 | no. 1
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Paragangliomatosis Associated
With Multiple Endocrine Adenomas

Farbood Farhi, MD; Steven H. Dikman, MD; William Lawson, MD, DDS;
Rhoda H. Cobin, MD; Frederick G. Zak, MD

Arch Pathol Lab Med—Vol 100, Sept 1976 Paragangliomatosis With MEA—Farhi et al 495

Succinate dehydrogenase (SDH) D subunit (SDHD)
nactivation in a growth-hormone producing pituitary tumor:
a new association for SDH?

Paraskevi Xekouki 1 2, Karel Pacak?®, Madson Almeida?, Christopher A Wassif 4,
Pierre Rustin®, Maria Nesterova!, Maria de la Luz Sierral, Joey Matro3, Evan Ball?,
Monalisa Azevedo?, Anelia Horvath!, Charalampos Lyssikatos 1,

Martha Quezado 6, Nicholas Patronas’, Barbara Ferando®, Barbara Pasini &,
*Aristides Lytras?9, *George Tolis?, & Constantine A. Stratakis !

J. Clin. Endocrinol. Metab 2012
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Precision medicine in the adrenal

Adrenal development, organoids, and adrenal regrowth/replacement
Treatment of adrenal cancer

Treatment of malignant pheochromocytoma/paraganglioma

Medical treatment of adrenal insufficiency

Medical treatment of subclinical steroid hypersecretion




