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YTO BaM HY>XHO 3HaTb O BPOXAEHHOM Fr’MNOroHaAoOTPOMNHOM
runoroHaausme (BIT) n cungpome Kanbmana (Kannmana)?

Ymo makoe BI'T?

BI'T Bo3HMKaeT U3-3a gecmumTa roHagoTPONUH-PUNTU3NHI-TOPMOHa (BTOpoe Ha3BaHWe - FoHaAoNnnbepuH)
(FuPT). Ecnu npy 3aTOM NaumMeHT He YyBCTBYET 3anaxu (Takoe COCTOSHME Ha3biBaeTCH «aHOCMUSA»), TO B TAKOM
cny4vae AnarHoctTupyloT odpTanbMoreHuTaneHbin cuHapoM Kanemana (Kannmana). lnarHoctuka v neveHue
3TMX 3aboneBaHWin He OTNINYAOTCS.

Kakyto ponb urpaet MPIr?
MHPI — 3TO ropMoH, Heob6XxoaMMbIA Al MOSIOBOr0 Co3peBaHust U PepPTUITbHOCTH.

1. OTOT ropMoH BbipabaTbiBaeTCA B rMnoTanamyce — y4acTke Mo3ra, KOTOpbI PerynmpyeT HECKOSbKO
dYHKUMIA opraHu3ma.

2. THPI ctumynupyeT runodus (rmnodus — 1o xernesa pasmMepoM C ropoLUnHy, pacnonoXeHHas B
rOfIOBHOM MO3re), YTO MPUBOOUT K CEKPELMUN ABYX FOPMOHOB: (DOSINIMKYNOCTUMYSMPYHOLLLEro rOpMOHa
(®CIN) n notemHusunpytowtero ropmonHa (J1).

3. NI n ®CI Takke HeobXoaAUMbl ANt HOPManbHOro NOSIOBOrO CO3peBaHNs U PEepPTUNBHOCTHU.

* Y MykumH: JIM n @CIT cTUMYNMPYIOT SIMYKK, KOTOpble BbipabaTbiBalOT TECTOCTEPOH M CNEPMY.
* ¥ xeHwuH: JII n ®CIT cTUMYNMpyoT SUYHWKK, KOTOpblE BblpabaThiBalOT 3CTPOreH U MPOrecTEPOH.

OTW rOPMOHbI BIUSAKOT Ha (DEPTUIBHOCTD.

Yto npoucxoaut B opraHusme npu otcytcteum MPIr?

Ecnu B opraHuame He xBaTaeT 'HPI, To ypoBeHb JIIN N ®CI Takke o4eHb HU3KWIA, UK XKe 3T TOPMOHbI BoOOLLE
OTCYTCTBYIOT. B pesynbTaTe, nonoBe co3peBaHue He HacTynaeT U pa3BMBaeTCcA 6ecnnoaue (CM. PUCYHOK).
A 3TO 3HauuT, YTO:

e+ y MYX4uH: 1) He pa3BMBAOTCH AWUYKM, 2) He BbipabaTbiBAETCA TECTOCTEPOH B HYXXHbIX KONMYecTBax, 3)
OTCYTCTBYET crepmMa

e Y KEHLWH: 1) XOTS M UMEIOTCSH ANLLEKNETKU, OHU He Pa3BUBAKOTCS U, COOTBETCBTEHHO, OTCYTCTBYET
OBYMNSLUSA, 2) 3CTPOreH U NPOrecTepPoH He BblpabaTtbiBaloTCA, 3) OTCYTCTBYIOT MEHCTPYaLIMN.

anI3HaKVI OTCYyTCTBMUA NoJyioBOro
co3peBaHuA y NnOAPOCTKOB N MOoNioAbIX nogen

BbICOKWI ronoc,

OTCyTBME BONOC Ha OTCyTCTBME Unn
nvue
MycKynatypa

TENocnoXeHue He
Ha Tene MO XXEHCKOMY Tuny
Maso Bofoc

ckygHoe nobkosoe
ckyaHoe nobkosoe

0BOJIOCEHUE,
OBOJIOCEHNE,

oTcyTCTBMYE
HepasBUTbIE NOMOBbIE y

MEHCTpYyaLuii
opraHbl

YkasaHHble Npobnembl NOYTN BCeraa HabnioaaTca ¢ CaMoro POXAEHUS (MX Ha3blBalT «BPOXAEHHbIMUY ). OaHako
camo 3abonesaHne 06bIYHO ANarHOCTUPYIOT B MOAPOCTKOBOM UMW paHHEM HOHOLLIECTKOM BO3pacTe, Koraa y naumneHTa
He HacTynaeT nonosoe co3pesaHe. loMHuTe, 3To 3a6oneBaHMe MOXHO neuntb. B GonblIMHCTBE cny4yaes,
He06xop,uma 3amMecTuTenbHasa ropmMoHanbHas Tepanus B Te4eHue BCEW XXU3HU U conyrcTBywuiee nevyeHue.
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Kmo cmpadaem BI'T” u kak amo 3aboneeaHue duazHocmupyrom?

Y ko2o QuazHocmupyrom BIT?

9Tnm 3aboneBaHMeM CTPaAAAOT U MYXXUMHbI, U XKeHWMUHbI. BIT yalle BCTpeyaeTcs y My>X4uH.
MpunynHa aToro HemsBecTHa. BrnonHe BeEpoSATHO, YTO XeHLWMHbI ¢ BT obpaluatoTes kK rmHekonoram,
HO Te NLWb Ha3Ha4yaloT NPOTMBO3a4YaToYHbIE NpenapaThl, YTOObl HOpManM3oBaTb MECAYHbIE, HE
NMocTaBuB NPW 3TOM TOYHBIN ANarHo3. Y HekoTopbix nauneHToB BIT Tak HMKorga n He bygeT
ANarHoCTUPOBaH, U OHU HUKOrAa He obpaTaTcs Kk Bpady us-3a gecmumra NPT,

CKosibKO Yyenosek cmpadaem amum 3abosiegsaHuemM?

BI'T — 310 peakoe 3abonesaHne, NO3TOMY TOYHOE KONIMYECTBO NALMEHTOB YCTAHOBUTbL TPYOHO.
Cunrtaetcs, uto BIT ctpagaet 1 yenosek n3 4000-10000. 3To 3HaA4MT, 4TO BCe NaumneHTbl ¢ BIT B
EBpone (okono 74000 yenosek) nomectaTca Ha Onumnuinckom ctagmoHe B bepnuHe (Mepmanus).

[

j lepedaémcs nu 3abonesaHue no Hacnedcmeay? BIT moxeT ObITb
HacneAcTBEHHbIM. JTO 3HAYMT, YTO OH MOXET NnepeAaBaTbLCA NO HacneacTBy.
XOTH BO MHOMMX CIny4asix B CEMENHOM aHaMHe3e 3To 3aboneBaHne OTCyTCTBYET.
MpumepHo B nonosuHe cnyyaes (50%) BIT Bbi3blaeTcst reHETUYECKMU
dakTopamu. B HacTosLee BpeMsi NpOBOASATCSA Hay4Hble NCCNeaoBaHns, KOTopble
\ OOMKHbI AaTb 6onblue MHPOPMaLMN O reHETUYECKUX haKTopax, Bbi3blBaKOLLNX
¥ X BIT. B 6onblIKHCTBE CriydaeB, Bpay HE MOXET C MOSTHOW YBEPEHHOCTBIO U

i a

abCcontoTHOM TOYHOCTLIO cKasaTb, NepedaayT N naumeHTsl ¢ BIT 310
3aboneBaHne CBOUM AETAM.

Y NnonoBuHbI NaLMEeHTOB HacneACTBeHHbIe NMPUYNHDbI BIT n3aBecTtHbl, Y NONMOBUHDbI — HET

BI'T — 3TO CnoXxHoe No CBOEeK CTPYKType 3aboneBaHme, MOCKONbKY €ro MOXET Bbl3blBaTb COYETaHNE
OBYX 1 6onee uameHeHun (MyTaumin) B pasnuyHbIx reHax. oaToMy noYTM HEBO3MOXHO
npepckasaTtb, yHacneaywT nu getn naumeHTa BIT. YTobbl nyylle NOHATL MeXaHU3MbI
3aboneBaHus 1 yCOBEpPLUEHCTBOBATL AMarHoCTUYeCckue MetToabl, He06xXoaAMMo NPoBeCTU
OONONHUTENbHbIE MCCNefoBaHUS.

Kak duazHocmupyrom BI'T"? v !
OuarHoctupoBatb BI'T HenpocTo. [TonoBoe co3peBaHne MOXET HacTynaThb B - -

pasHoMm Bo3pacTe. [1oaTomMy YpesBblyaiHO TPyAHO onpefenvTb, UMeeT v \ LY

MECTO 3aZiep>Kka MOJI0Bro CO3peBaHnst (Kak OAMH U3 BapnaHTOB HOPMbI) UK Mbl &
nmeem geno c BIT, n B atom cnyyae TpebyeTtcsa neyeHune. Takve naumeHTbl ( \\\ l J
OOMXKHbI HAXOOQUTCS Nof HabngeHneM y 3HAOKPUHONOora, KOTopbi byaeT i ﬂ (

cneguvTb 3a NPoLLEeccoM NosioBoro co3pesaHus. Ha BIT moryT ykasbiBaTb
cneaywuine CMMNTOMbI:

* Manb4MKKU — OTCYTCTBME NPU3HAKOB NOSIOBOr0 Co3peBaHus k 16 rogam, npy 3TOM YpoBEHb
TectocTepoHa, JI u PCI" HN3KMIA.

* eBOYKUN — MOMOYHbIe xernesbl K 14-15 rogam Hepa3suThl, a B Bo3pacTe 16-17 neT oTcyTCTBYIOT
MEHCTpyauun, Npu 3TOM ypoBeHb 3cTporeHa, JII n ®CI™ Hu3Kkui.

* YT06bI MCKNIOYNTL apyrme npuynHbl HA3KOro YpoBHA ropMOHOB, Heobxoaumo npoBecTu
AonoJiHUTeNnbHbLIE aHAaNMN3bl U UCClNegoBaHUA.
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Kak BI'T enusiem Ha Moé 30o0poebe u 06pa3 XusHu?

Ecmb nu kakue-mo paHHUe cUMNMOoMbI * OTCYTCTBME OBOHAHMS
3aboJsiegaHusi? ] * rnyxota
Y MHOMMX nauneHToB Kakne-nmbo cumntomsl BT * «3astbs ry6ay/«BonubaA nactey

* OTCYTCTBME HEKOTOPbIX 3y60B
OTCYTCTBYIOT 0 TeX Nnop, Noka He CTaHeT ACHO, 4YTO

* NOPOKM cepaua
noroBoOe Co3peBaHMe He HacTynaeT.
*XPYMKOCTb KOCTEN

Y HEKOTOpbIX MasnbYMKoB MOXET ObITb MMKPONEHMUC (ocTeonopos)

WNu HeonyleHWe AnYKa (KpUNTopXmsm) — */ICKDUBMEHME NO3BOHOYHMKA
CUMNTOMBI, yKasbiBatowue Ha BIT. (cn<onmoa%
* TONbKO 1 NOYKa

Pa3amepbl neHuca MOXHO yBENUYNUTL B MIIaeHYECTBE v3epKanbHbie ABIKEHUS

mnnu B geTcrtee C NOMOLLbO rOPMOHOB. HeOI'IyLIJ,eHI/Ie (CUHKUHE3MSA)
ANYKA MOXHO BbINIEYNTb XMPYPrU4eCckum nyTémM B * KOPOTKME UMM CPOCLLIMECS]
nepBblf FOA XW3HW pebEéHKa, YTO NO3BONUT EMY B naneLisl

Oynyiem umeTkb feTei. * HepasBUTbIE ANYKM/NEHMC

EcTb 1 gpyrue cumntombl, He cBAizaHHble ¢ BIT, BO3MOXHbIE AONOMHUTENbHBIE
KOTOpble NMPOSABAIAIOTCA JIULLb Y HEKOTOPbIX CMMNOTOMBI
NauuneHToB.

Kak omcymcmeue nonoeozo co3peeaHus esiusiem Ha 4esioeeka?

Korga Bce BOKpyr pasBratoTcst HopMarsibHO, a y nauueHTa ¢ BI'T nonoBoro cospeBaHns He NponcXoauT,
3TO MOXEeT BbI3blBaTb CTPECC WU NCUXONIOrMYEeCcKyIo TpaBMy. [nsi MHOTMX NauueHToB 3To Gonbluas
Tparegus. MepexunBaHus MHOTAa MOTYT GbiTb OYEHb CUMbHBIMK, XOTS Y PasHbIX NHoAei OHM NpPoTeKaoT
no-pasHomy. [oApoCTKOBLIA BO3pacT cam no cebe — 3To TPYAHbIN Nepuog XU3HK Ans nogen ¢
HopMarnbHbIM pa3BuTMEM. Ho ecni y KOro-To NnosiloBoe co3peBaHue He NPOUCXOAUT, TaKoii YerioBek
3aMEeTHO OTNINYaeTCs OT CBEPCTHUKOB M MOXET HabnoaaTeCs creayollee:

. HU3KaaA caMooLeHKa, HeyBepEeHHOCTb B cebe * TpeBora, genpeccusa
. 3aCTeH4YnBOCTb, TDYAHOCTU B o6LeHnmn co CBEepPCTHNKaMun * HegoBOJ1IbCTBO CBOMM TEJ1OM

Ymo ebl moxxeme cleniamb?
B uenom, ykazaHHble Npobrnembl MOXHO pelnTb. Bo3aMoxHO, NnoHago6utcsa ncuxonorvyeckas
NMOMOLLb.

1. NoroBopuTe ¢ BpadyoM. OH MOXET 1 He 3HaTb, Kak Bam cenyac Tskeno. Bpay moxeT
nopekomMeHOoBaTb BaM COOTBETCTBYIOLLErO cneLmanucTa.

2. MoroBopuTe ¢ ApyrMMu nauneHTamu. MIx MoxXHo HaiTu B VIHTepHeTe (Pelicbyk,
RareConnect.org). CyLlecTBYIOT TakKe pasnunyHble rpynnbl noaaepXkn. CyliecTtsyoT
MecTa, rae naunMeHTbl MoryT obcyanTb BaXkHble A1 HUX BONPOCh!. [pyrne naumeHTb
MOHMMAIOT, YTO 3HAYUT XUTb € BIT Kaxabii 4eHb, OHM MOTYT AaTb NPaKTUYeCcKne
COBETbI M MoaaepXaTb.

Kak ebl MoOxxeme coxpaHumb 300poebe?
BI'T He ykopaumBaeT xum3Hb. Crnegylowme pekomeHgaumm noMoryT BaMm COXpaHuTb 340p0OBbe

Q * BbINOMHATL HAa3HAYeHUa Bpaya
(j‘w

W N
%
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* NPpUHUMATb Ha3Ha4YeHHbIN npenapar

e cobntogatb pexum NuTaHus
* perynsipHo 3aHMMaTbCs CNOPTOM

* He KypuTb




Kak neyumcs BI'T?

MoxHo nu ebinedyumsb BI'T?

| == B HacTosiwee Bpems neyeHusn BIT He cywecTtByeT. HacneacreseHHoe

MEDICAL% (reHeTnyeckoe) 3aboneBaHne Ne4YnTb OYEHb CITOXHO. B HacTosiwee
- BPeMs NpoBOAATCA UCCrIe0BaHNSA Ha TEMY: MOXHO I BOCCTaHOBUT

cuHte3 MHPI B runotanamyce? MiccnenoBaHusa HaxogaTcs Ha HayanbHbIX

aTanax, Ho Y4éHble HaetlTCs, YTO B OyAyLLEM 3TO CTaHET BO3MOXHO.

Kakue npenapamsbi ucnonb3yrom npu BINT?

EcTb npenapaTbl, BAMSIOLME HA Takne BHELUHUE NPU3HaKM NOMOBOro CO3peBaHusl, kKak PpoCT BOSIOC
Ha NLE Y MY>KUYUH U pa3BUTME MOSOYHbIX XKENE3 Y KeHLWMH. B GonblLUMHCTBE cryyaes ¢ MOMOLLbIO
onpeaenéHHbIX NpenapaToB MOXHO BOCCTAHOBUTL (hePTUNBHOCTD.

MyxunHbl: TeCTOCTEepOH (renb Ars HapY>KHOro NMPUMEHEHNS Unm
NHBEKLMN) — Hanbonee pacnpocTpaHEHHbIN Npenapar Ans obecneveHns

h o MonoBoro cospeeaHus. bnarogapsa neyeHno, NauMeHT CTaHOBUTCS
&y cunbHee, ero ronoc rpyGeer, NosSBNSETCA PacTUTENbHOCTL Ha
i (- nuue, yBenuunsaeTcsa neHnc, NosBnsAeTca NonoBoe BrevYeHue

(nMMbungo) n HopmanuayeTtcs nonosas PyHKUMSA. [Mpu aTOM
epTUNbHOCTb OTCYTCTBYET.

JKeHLMHbI: HM3Kne J03bl 3CTporeHa (MnacTbipb UNu TabneTkn) NpuBogAT
A a s K YyBEMNMYEHMIO 1 Pa3BUTUIO MOJTOYHOW Xerne3abl, NOSIBNSETCS NOfoBoe
- 2 r,:’ BrnedeHue (MMbugo), dpopma Tena M3MeHSEeTCH Mo XEHCKOMY TUny, a npu
-timﬁ‘-' AobaBneHun NporecTtepoHa HopManu3yeTcs MeHCTpyanbHbIn LK. [Npn
39TOM hepTUNBHOCTb OTCYTCTBYET.

Mocne HasHayeHus neYeHnst HeobxoauMo noaGupaTh [03y Npenapara. V3-3a 3Toro, NauneHThI,
oXupaatowme GbICTPbIX Pe3ynbTaToB, MOTyT paccTpoutbes. OAHaKo BaXKHO AOOWUTHCSH ONTUMASIbHOMO
pesynbTaTa (B TOM Yucrie, Pa3BUTUS MOJTOYHbIX JKEMES Y KEHLLMH).

Yy HEeKOTOpPbIX NauneHToB BCe NpoABieHus 60ne3HN NONMIHOCTBLIO UCYE3al0T, TaK YTO MX opraHn3m
npon3BoaAnT AOCTAaTO4YHOE KOJIN4eCTBO NOPMHOB. 3710 HasbiBaeTcs 06paTHbIM pa3ButTnemMm bonesHu.
I'quemy TaK nponcxognT, HENM3BECTHO, U CMPOrHo3npoBaTb 06paTHoe pa3BnTne HEBO3MOXHO. Takoe
Bbi3gopoBrieHne O6biBaeT BPpeMEeHHbIM. I'IoaTomy HeobxoaumMo Bpaqe6|-|oe HabniogeHwue.

MpumepHo y 1 n3 10 naumeHToB ¢ BIT (10%) oTMeyaeTcs o6paTHoe pa3BuUTUe 3aboneBaHus
e © © o o o o o o @
Moaym nu y nayueHma c BI'T 6bimb demu?
[a, 6ecnnogue npu BIT ycnewHo neuntca. BonblumMHCTBO (HO He Bece) nauueHTsl ¢ BIT, 6naropaps npuémy
rOpMOHOB, MOIyT UMeTb AeTeN.
* MauMeHTbl MOTryT NofyYaTb FOPMOHbI B BUAE MHBEKLNA HECKONBbKO pa3 B HeAernto unu ¢ nomowsio MHPIM-nomMnbl
(noxoxen Ha MHCYNUHOBYIO NomMny Ans AuabeTukos).

* neveHne Gecnnoamnst AOMKHO NPOBOAUTLCS OMbITHBIMY CrieuuanucTamv (PenpoayKTMBHbIMU 3HAOKPUHONIOramMmm)

* HOrA4a (HO He Bceraa) NPOBOASIT MCKYCCTBEHHOE OMNMOA0TBOPEHUE, HAaNpMMep aKCTpakopnopansHoe
onnogoTBopeHune (KO, «aeTn n3 npobupkn»).

®PepTUnbHOCTL: B Lenom, neyeHme ycnewHo y 3 us 4 naumeHToB (75%)

® My>4mHbI: MHOrAa TpebyeTca 2 roda, YTobbl
opraHvamM Havan BblipabaTbiBaTb cnepmy
YKeHLUMHbI: B HEKOTOPbIX CryyYasx epTUNbHOCTb
BOCCTaHaBNMBAETCH yKe Yepes HECKOIIbKO
MecsiLieB
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Knroyeabie MOMeHMBbI

A ecnu He neqyumsb BI'T? Kak amo noenussiem Ha nayueHma?

XoT4 TEeCTOCTEpPOH U 3CTpOreH Herb3A Ha3BaTb XU3HEHHOBaXXHbIMW FrOPMOHaMU, UX OTYCTBUE (VIJ'IVI
HexBaTka) MOXeT OTpuLaTeNbHO CKa3aTbCs Ha 3A0POBbEe NauueHTa, NOSIOBON (pyHKLUU U
KavyecTBe XU3HMN.

Y MY>KYUH M XKEHLLMWH

¢ BbICOK PMCK CHW)KEHUS MUHeparibHOW NJIOTHOCTU KOCTel (0cTeonoposa), TO eCTb KOCTH
CTaHOBSATCA XPYNKUMM N pUCK NepenoMoB Bo3pactaeT. Ecnv BIT He neunTb, TO 0cTEONOpPO3
MOXeT pa3BUTbCS y YeroBeka B niobom Bo3pacTte. HekoTopbiM naumeHTam ¢ BIT Heobxognmo
OOMONHMTENBHOE NIeYeHne OCTeonoposa.

* CHMXXEHME NONIOBOro BrieYeHUE U HapyLUeHNe NoNnoBoMn (PYHKLUN — pe3ynbTaT HU3KOro
YPOBHS FTOPMOHOB

* YTOMIIIEMOCTb, CHUXKEHHOE HacTPOeHMe M Aenpeccus Hepedko HabnaaTes y naumeHToB
6e3 neyeHus

Y MY>X4MH, HE MoNy4yalLwmX NeYeHusl, BbICOK PUCK MeTabonmyecknx HapyLeHun, Hanpumep
npeaanabeta unu auabeta. OAHaKO PUCK MOXHO CHM3UTL Grnarogaps neyeHuto.

KnrouyeBble MOMEHTbI:
* BI'T — aT10 pegkoe 3aboneBaHne, kOTopoe Bbl3blBaeTcs HexBaTkon MHPT
« Mpu BIT He HacTynaeT nonoBoe co3peBaHne 1 oTMevaeTcd 6ecnnoaune
* BI'T He ykopaunBaeT Xn3Hb
» OnarHoctuposatb BT HenpocTo

* B 6onbLlMHCTBE crnyyaeB BIT gnarHocTypytloT TOMNbKO B NO3AHEM NOAPOCTKOBOM nepuoae
U1 paHHen KHOCTU

* B OT/IMYME OT MHOTUX PedKMX 3aboneBaHnii B 3TOM criydae fevyeHne BO3MOXKHO

* NeYyeHne HeobxoaMMO nony4aTtb B TEYEHNE BCEW KU3HM U PerynspHO noceLaTb Bpaya
» 06cyauTe neyveHune ¢ BpavyoMm, 4ToObI BeIOpaTh HAUMYYLINA METOZ,

* €CNN NPeKpaTUTb NleYeHne, 3TO MOXKET NIT0OX0 OTPa3nTbCHA Ha 340POBbE

* B BonbLUMHCTBE cny4aeB fecnnogue MOXHO BbINeYnUTb 6narop,aps| cneunanbHoOmMy
ropMOHalibHOMY JNe4YeHuo

* BI'T nepegaétca no HacnencTtsy, NO3TOMY HEOOXOAMMA reHeTnYecKas KOHCynbTauus
* Yy HEKOTOpPbIX NaumeHToB BI'T npuBoguT K aMoumoHanbHbIM Npobremam

* Bbl MOXX€Te HalTK Noaaep KKy B rpynnax Ans nauMeHToB 1y Bpayen

Mone3Hble cCbINKN
http://www.nature.com/nrendo/journal/v11/n9/full/nrendo.2015.112.html

Mone3Hble canThbl
http://www.gnrhnetwork.eu/hhn_home/hhn-
patients _familles gnrh_deficiency kallmann syndrome/hhn-onlinesupportgroups.htm

https://www.rareconnect.org/en/community/kallmann-syndrome

https://www.facebook.com/KallmannSyndrome/
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