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Androgen insensitivity syndrome ... ... . ..
Androgen insefisitivity syndromé'is a condition hiat affects sexual dévelopment
before:birth-and during‘piberty: P&ople with this condition are genetically male, with
oneX:chromosomeiand one-Y ¢hrdriosoitiein each cell: Because their bodiss are.
unable to respond to' cétaiii'mialé sex hiofriofies (calied androgens); they may have

.+ mostly female external sex chiaracteristics 'or'signs of both malé and female sexual
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Complete androgeninsensitivity' Syndréing' occurs when the'body Gannot igd" ™ ¢

« androgens at all: Peaple witfi this*forin‘of thé'condifion hiave the extemai sex .

t: characteristics of females; but‘do not Fave a uterlis and therefore do not menstruate
and are unable to conceive a child (infertile). They are typically raised as females and
have a female gender identity. Affected individuals have male internal sex organs., . =
(testes) that are undescended, which means they are abnomally located in the pelvis
or abdomen. Undescended testes have a small chance of becoming cancerous later’
in life if they are not surgically removed. People with, complete androgen insensitivity -
syndrome also have sparse or absent hair in the pubic area and under the arms.
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The partial and mild forms of androgen insensitivity syndrome result when the body's

et

tissues are partially sensitive to the effects of androgens. People with partial androgen
insensitivity (also called Reifenstein syndrome) can have genitalia that:look-typically
female, genitalia that have both male and female characteristics, or genitalia that look
typically male. They may be raised as males or as females arid inay have a malé or a
female gender identity. People with mild androgen insensitivity are bom with male sex ;
characteristics, but they are often infertile and tend to experience breast enlargement at
pubeﬂy. £2 T o o Tl
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Complete andmggpr_ipsfgn_sjt‘!:\{ity_ syndrome affects 2 to 5 per 100,000 people who are.
genetically male. Partial androgen, insénsitivity is thought to be.at least as.common as
complete androgen insensiti\'rity."Mild‘aﬁdrdgéﬁ"in's'éns'jﬁvny is much less cqrp[i_l_o?.
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Mutations in the AR gene cause androgen insensitivity’syndromé.: This gene provides
instructions for making a protein:called.an androgen‘receptor.:Androgen receptors
allow cells to respond to androgens, which are hormones (such as testosterone) that
direct male sexual development. Androgens and androgen receptors also have other
important functions in both males and females, such as regulating hair growth and sex
drive. Mutations in the AR gene prevent androgen receptors from working properly,
which makes cells less responsive to androgens or prevents cells from using these -
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hormones at all “Dépendmg on the level of androgen insensitivity, an affected person’s
sex characteristics can vary from mostly female to mostly male. -
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Inheritance Pattern . :
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This condition s inherited in an X-linkéd fecesse: patiern. A ondifion i Sonsidersd X-

linked if the. mﬁgtated gene that. Causes.t the disorder is focated.on the. Xchmmosome\

one. of the twb sex ehromosomes in each cell In .genetic; males {(who have:only:one

X' ehmmosome) one altei'ed oopy of the gene in eachcell is sufficient to.cause:the:

eondmon. ln genetlc females (who have two X chromesomes) -amutation must:be:::
t, FE a1

el bem eoples of the gene to wuse lhe disorder.-Males.are afreeted by X-lmked
recessive disorders much more frequenlly than females. LT

About two-thirds of all cases of androgen, insensitivity syndromeare inherited-from
mothers’ who wny an altered eopy of the ARgene on ong of their. two, x‘chmmosemes
The remalmng uses result fmm a. new mutatlon -that can, occur in:the mother's.egg cell

before the' child IS eoneewed or dunng early fetal development. noa oAl
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efic Testing Information RORPRTR

* - What is genetic testing? AT
Iprimerltestinglgenetictesting : )
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- Genetic Testing Registry: Androgen res:stanee syndrome o
https/fwww.ncbi.nlm.nih.gov/gtr/conditions/C0039585/ &

-; Genelic Testing.Registry;-Partial: androgen:insensitivity syndmme LT
https.llwww nchi:nim:nih.govigtr/conditions/C0268301/ 2 = -+ AN e
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Other Dia no's_i'—é“’aﬁd Management Resources R LY -
*  Accord Alliance: Disorders of Sex Development (DSD) Guidelifies - -7

e o ittpdhwew:accordalliance.org/dsd=guiidelines/:: - "o o '-,‘rsi,‘.\’:z"-::f ” i
* GeneReview: Androgen Insensitivity Syndrome '" .

hitps://Awww.ncbi.nim.nih.gov/books/NBK 1429+ <rism i wai g =V 37l
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*  MedlinePlus Enc‘yclopedl'a' Androgen’ Insensmvrty Syndrome o
https://imedlineplus. gov/ency/article/001480.htm "5 v3 0.5 w7 i B o

--- AR I LA A CRE LT e FIY L a

« MediiiéPlus’ Encyclopedla' intersex” i ,
https://imediineplus. govlencylarhclel091669 L I

«  MedinePlis' Encyclop&dla' Rerfenstem Syndrome o
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* Encyclopedia: Androgen Insensmwty Syndrome . ., ...copniy 12w s
htips://medlineplus.goviency/article/001180 htm B L

» Encyclopedia: Intersex voamev iFah D LRI o
hitps://inedlineplus.goviency/article/001669. htm
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* Encyclopedia: Reifenstein Syndrome = bt
https.llmedllneplus-govlencylarhcleloo11 69. htm , e
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*  Health Topic: Infertility
hitps:/imedlineplus.gov/infertlity htmi o
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. Androgen msensmwtysyndrome; R B LI LA VNI IR P
hitps://rarediseases.info.nih. govldlseasesI5803!androgen—|nsensrlmty—syndmme

* Androgen insensitivity syndrome, mild B T s M T ILLE IS SR T EV.

https-/irarediseases.info.nih.gov/diseases/1 0596[andro .n-msen%mglty g yndrome—
mild B AN Eiot HE ks e
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« Complete androgen lnsensm\nty syndrome e
htips://rarediseases.info.nih.gov/diseases/1 0597!oomplete-andmgen-msensrhvdy-

syndrome

*.. . Parfial androgen.insensitivity, syndrome: v ¢ cooviadin g L
' https.llraredlseases-mfo :nih. govldlseaseel56921parhal—androgen-msensmv|ty
syndrome Copdn L e AN TR TR AR
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*  Boston Children’s Hospital\ e’ o0 2o i owiaand oosris Twmond,
hﬂpjmm,mﬂdm"sh"si’f‘a‘ Orgfcondmons-and—lreatmentslcondmonslalandmgen-
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* MalaCards: androgen msensmvrtyfsyndromevm:ldw USRI
hitps/iwww. malawrds orglcardlandrogen msensilivily syndrome, mild ;¢
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* MalaCards: oomplete androgen, msensmvuty‘syndmmeh FRRSORTGE Ny O *"
https/iwww. malacards.orglcardloomplete ._androgen. .| msensuhwty syndmme

*  Orphanet: Androgen insensitivity syndrome:i:5" -apa et aafiemilagh
htlps.lew.orpha.netIconsorlogx—bmlOC _EXp. php‘?Lng“EN&Expert-754 2R
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*  Orphanet: Complete androgen:; insensitivity syndrome: = 2% o Vg !
https/Avww.orpha.net/consor/cgi-bin/OC _Exp. php7Lng—EN&Experl—99429
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*  Orphanet: Partial androgen insensitivity syndrome
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*  Accord Alliance
hitp://lwww.accordalliance. org/ .

AV RO A R4 LA e S RN R e tE '.:.153:--:;1“:‘-‘- CRTHE
* .AIS-DSD Support Group
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*  InterACT Advocates for Intersex Youth iz ae T o
hitps://interactadvocates.org/ -
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» National Organization for Rare Disorders R
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* Resolve: The National Infertility Association >0 '_‘“ T H“" ' ,
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Chmgl Informahon from GeneReviews v
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mgen Insensitivity Syndrome
hitps:/Avww.ncbi.nlm.nih. govlbooksINBK1429
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Scientific Articles on-PubMed: <+ .¢ M w“i A

*  PubMed
https://www.ncbi.nim.nih. govlpubmed‘?term-%ZBAndrogeh—lnsensihvnty+3yndrome
%SBMAJR%5l%29+AND+%283ndrogen+|nse‘nsutiﬁt%syndmme%SBTlAB“
%50%29+AND+engIlsh%sBla%5D+AND+human%53mh%50+AND+%22!ast
+1080+days%22%5Bdp%5D
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Catalog of Géndss And Diseases from OMIM | B

ANDROGEN INSENSITIVITY SYNDROME
http://omim.org/entry/300068

edical tics Database from n

Androgen resistance syndrome
https://www.ncbi.nim.nih.gov/imedgen/21102
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