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YTO BaM HY>XHO 3HaTb O BPOXAEHHOM N’MNOroHaAoOTPOMNHOM
runoroHaausme (BIT) u cunapome Kanbmana (Kannmana)?

Ymo makoe BI'T?

BIT Bo3HvKkaeT u3-3a gedmumTa roHagoTPONUH-PUSIU3UHI-TOPMOHA (BTOpOe Ha3BaHWe - roHagonmbepuH)
(FHPI’). Ecnu npu 3TOM naumeHT He YyBCTBYET 3anaxu (Takoe COCTOSIHUE Ha3blBAETCs «aHOCMUS»), TO B TakOM
cny4ae AMarHoCTUpYHT OnbakToreHuTanbHbli cMHApoM unu cuHapomM Kansmada (Kannmaxa). uarHoctuka u
nevyeHne aTnx 3aboneBaHUin He OTNNYaloTCA.

Kakyo ponb urpaet M'HPIr?
Pl — 9TO ropmMOH, HEO6X0AMMBIN AN MONOBOro Co3peBaHnst U PEPTUIBHOCTH.

1. 370T ropMoH BbipabaTbiBaeTCs B runotanamyce — y4acTke MO3ra, KOTOPbIA perynmpyeT HECKOSbKO
YHKUMIA opraHu3ma.

2. THPT ctumynupyeT runocms (rmnodus — ato xenesa pasmepom C ropoLLnHY, pacrosfoXeHHas B
FONIOBHOM MO3re), YTO NMPUBOAUT K CEKpeLMn ABYX FOPMOHOB: (DONNNKYNOCTUMYMPYIOLLErO ropMoHa
(PCIN) n notenHmanpyrowero ropmoxa (I1).

3. JII n ®CI Takke HeobxoanMbI A1 HOPManbHOrO NOMIOBOrO CO3peBaHNS 1 PEePTUNBHOCTHU.

* Y myxkumH: JITT 1 @CIT cTUMynupyroT iYKW, KOTOpble BbipabaTbiBalOT TECTOCTEPOH U CNEPMY.
* Y xxeHwuH: JIM n ®CIT cTUMYNMPYIOT ANYHKKK, KOTOPbIe BbipabaTbliBaloT 3CTPOreH U NPorecTepoH.

OTW rOpMOHbI BIUSAIOT Ha PepTUIIbHOCTb.

Y1o npoucxoauTt B opraHusme npu orcyrcreum MPIr?

Ecnu B opraHusme He xBataeT [HPI, To yposeHb JIIM N ®CI™ Takke 04eHb HU3KMI, UK XKe 3TU TOPMOHbLI BoobLLEe
OTCYTCTBYIOT. B pesynbTtate, nonoBoe co3peBaHue He HacTynaeT U pa3BuMBaeTcA 6ecnnogue (Cm.
PUCYHOK). A 3TO 3HA4uT, YTO:

* sy MyX4uH: 1) He pa3BMBalOTCA ANYKM, 2) He BbipabaTbiBaeTCs TECTOCTEPOH B HYXKHbIX KONM4ecTBax, 3)
OTCYTCTBYeT crnepma

* Y KEHWMH: 1) XOTA U MMEIOTCH ANLEKNETKN, OHM He pPa3BUBAaKOTCH W, COOTBETCBTEHHO, OTCYTCTBYET
OBYNSAUMS, 2) 3CTPOreH 1 NporecTepoH He BblpabaTbiBaloTcs, 3) OTCYTCTBYIOT MEHCTPyaL M.

Mpu3Haku oTCcyTCTBMSA NONOBOro
Cco3peBaHuA y NOAPOCTKOB U MonoAbIx nioaen

BbICOKWI ronoc,

OTCyTBMWE BOJOC Ha oTCyTCTBIE UM
nviue
cnabo passuTtas He[jopassuTne

MOJTIOYHbIX Kené3

MYyCKynaTtypa

ycKynaryp TerocrioXeHme He
Ha Tene MO XXEHCKOMY TUMy
Marno BOJoc

ckyaHoe nobkosoe
CKygHoe nobkosoe

OBOJIOCEHWE,
OBOJIOCEHWE,

OTCYyTCTBME
HepasBUTLIE MOoBbIe y

MEHCTpyauui
opraHsi

YkasaHHble NpobnemMbl NoYTH Bceraa HabrohaTcsl C CaMOro POXAEHUS (MX Ha3biBalOT «BPOXAEHHBIMWY ). OfHaKo
camo 3a6oneBaHve 06bIYHO AUAarHOCTMPYHOT B NOAPOCTKOBOM UMW PaHHEM IOHOLLECTKOM BO3pacTe, Koraa y nauueHTta
He HacTynaeT nonoBoe co3peBaHve. loMHUTe, 3TO 3a6oneBaHNe MOXHO NneunTb. B GonblIMHCTBe cny4aes,
Heo6XxoAMMa 3amMecTUTerNbHasi FOPMOHarbHasi Tepanus B Te4eHUe BCei XKU3HU U CONYTCTBYIOLLEe fneyeHue.
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Kmo cmpadaem BI'T u kak amo 3a6oneeaHue duazHocmupyrom?

Y ko2o0 duazHocmupyrom BI'T?

9TnM 3aboneBaHNEM CTPaAAOT U MYXKUYUHbI, U XXeHWMHbI. BIT yalle BCTpeyaeTcs y My>KYMH.
MprymHa atoro Hem3BecTHa. BnonHe BepoATHO, Y4TO »eHLWmHbl ¢ BI'T obpalyatoTcs K ruHekonoram,
HO Te NULLUb Ha3Ha4alT NPOTNBO3a4YaTOYHbIE NpenapaThbl, YTOObl HOpManM3oBaTb MeCcsAYHbIE, HE
NMOCTaBMB NPW 3TOM TOYHbIN ANarHo3. Y HekoTopbix naumeHToB BIT Tak HMkorga u He 6yaet
ANarHoCTUPOBaH, M OHU HUKOrAa He 0bpaTaTca Kk Bpady us-3a gedmumta MPr.

CkonbKo 4esioeek cmpadaem amum 3abosieeaHuem?

BI'T — aTo peakoe 3abonesaHne, NOSTOMY TOHYHOE KONMYECTBO NaLUMEHTOB YCTAHOBUTbL TPYAHO.
Cuntaetca, uto BIT ctpagaet 1 yenosek n3 4000-10000. 3710 3HauuT, 4TO BCe nauuneHTbl ¢ BIT B
Espone (okono 74000 yenosek) nomectaTca Ha OnuMNUnCKoM ctagmoHe B bepnuHe (FepmaHus).

&

} -; lNepedaémcsi nu 3aboneeaHue no Hacnedcmeay? BIT moxeT ObITb
HacnedcTBEHHbIM. JTO 3HAYWT, YTO OH MOXET nepeAaBaTbCs N0 HacneacTBy.
XOTs1 BO MHOTMX Crydasx B CEMEeNHOM aHaMHese 3To 3aborneBaHne OTCyTCTBYeT.
MpumepHo B nonosuHe cnyyaes (50%) BIT Bbi3blaeTcst reHeTu4ecknMu
dakTopamu. B HacTosiLLee BpeMs NpoOBOAATCH Hay4Hble UCCIeA0BaHNs, KOTopble
AOIMKHbI AaTb 6onblue nHopMaLun 0 reHeTUHeCcKMX hakTopax, Bbi3blBaloLLMX

\

i BIT. B 6onblUMHCTBE Criy4aeB, Bpay HE MOXET C MOSTHOW YBEPEHHOCTLIO U
} ’ abCcontoTHOM TOYHOCTLIO CkasaTb, NepedanyT v naumeHTsl ¢ BIT aTto
3aboneBaHne CBOMM AETSM.

Y nonoBuHbI NaUNEHTOB HacneAcTBEeHHbIe NpuYnHbI BIT M3BeCTHLI, y NONOBUHLI — HET

BI'T — 31O CnoXHOE No CBOEN CTPYKType 3aboneBaHne, MOCKOSbKY ero MOXET Bbl3blBaTb COYETaHNE
OBYX 1 6onee namMeHeHui (MyTaunii) B pa3nuyHbix reHax. NMoaTtomMy no4YTm HEBO3MOXHO
npepckasaTtb, yHacneaywT nu gety naumeHTa BIT. YTo6bl nyylle NOHATL MeXaHU3MbI
3aboneBaHnsa N yCOBEPLUEHCTBOBATL AMArHOCTUYECKME METOAbl, HEOOX0AMMO NPOBECTU
OOMONHUTENbHbIE UCCIEA0BaHUS.

Kak duaecHocmupyrom BIT? v
OunarHoctupoBatb BI'T HenpocTo. [NonoBoe co3peBaHne MOXeT HacTynaTb B - -
pa3HOM BO3pacTe. HOSTOMy ‘-lpe3BbILIal7IH0 TPpyaHO onpeaenntb, uMeeT nn \

MeCTO 3aepXKa NosioBro co3peBaHnA (KaK OOVH N3 BapnaHToB HOprI) nnn Mol /\
nveem geno c BIT, 1 B 3TOM Cly4ae Tpe6yeT09| nedyeHue. Takue naumeHTbl ( \\\ l J
[OOMKHbI HAXOAUTCS Nof4 HAbMIAEHNEM Y 3HAOKPUHOMOra, KoTopbiv byaeT —_2 /d
cneanTb 3a NpoueccoM NosioBOro co3peBaHuA. Ha BI'T MOryT yKa3blBaTb
cnepgywuime CMMNTOMbI:

* Manb4UKU — OTCYTCTBME NPU3HAKOB NOJSIOBOr0 CO3peBaHnd Kk 16 rogam, npu 3TOM ypoBEHb
TectocTepoHa, JII u dCI™ H13KMIA.

| Y
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* 0EeBOYKM — MOJSIOYHbIE Xenesbl K 14-15 rogam Hepa3BuThl, a B Bo3pacTte 16-17 neT oTCyTCTBYIOT
MEHCTpyauuu, Npn 3ToM ypoBeHb acTporeHa, J1I n ®CIT Hmuskui.

* YT0Gbl UCKNIOUYNTL APYrMe NpUYMHbI HU3KOrO YPOBHS rOPMOHOB, HEO6XOAUMO NPOBECTU
OONONHUTENbHbIE aHanNu3bl U UCCieA0BaHUSA.
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Kak BI'T enusiem Ha Moé 300poebe u 0bpa3 Xu3Hu?

Ecmb 5iu kakue-mo paHHUe cuMmMomMbl * OTCYTCTBME OBOHSAHMSA
3abosiegaHus? ] * rnyxota
Y MHOIMMX nauMeHToB Kakme-nmbo cumntomsl BT * «3astbs ry6ay/«BonubsA nactey

* OTCYTCTBME HEKOTOPbIX 3y60B
* MoOpokKM cepaua

OTCYTCTBYKOT 00 TeX Nnop, noka He CTaHeT ACHO, 4YTO
nonoBoe co3peBaHMe He HacTynaer.

*XPYMKOCTb KOCTEW
Y HEKOTOPbIX Manb4YKoB MOXET BbiTb MUKPONEHUC (0cTeonopo3)

WUInN HeonyLeHUe sinvKa (KpUnTopxusm) — *CKPVBIIEHME MO3BOHOMHMKA

CUMNTOMBI, yKasbiBatowue Ha BIT. (cxonmoa?
* TOJIbKO ‘1 NMOYKa

PaamMepbl neHMca MOXHO YBENNYUTL B MSlageHyYecTse «3epKanbHbie [BIKeHUs!

nnn B geTcrtee C NOMOLLbIO TOPMOHOB. Heonyl.l.l,eHVle (CUHKMHE3US)
SIMYKa MOXHO BbINTEYUTb XMPYPrMYECKUM MYTEM B * KOpPOTKWEe 1nun cpocLunecs
nepBbIV oA XXN3HM pebEHKa, YTO MO3BOSIUT EMY B nanbLpl

Gynywem umeTb neTed. * Hepa3BUTblE SINUYKU/NEHUC

EcTb 1 gpyrue cumnTomsbl, He cBAA3aHHbIe ¢ BIT, BO3MOXHbIE AONOMHUTENbHBbIE
KOTOpble NPOSBAITCA NULLb Y HEKOTOPbIX CUMNTOMBI
nauMeHToB.

Kak omcymcmeue rnojioeoeco co3peesaHus esiusiem Ha qyesioeeka?

Korga Bce BOKpPYr pa3BnaroTCA HOpMarlibHO, a y nauneHTta c BI'T nonosoro co3peBaHNA HE NMponcxogunT,
3TO MOXeT Bbi3blBaTb CTPeCC U NCUXOJIOrM4eCKyro TpaBMy. [ns MHOrMX nauMeHToB 3TO GonbLuas
Tpareaua. I'Iepe>Kv|BaHv|ﬂ nHorga moryt ObITb O4YEHb CUIbHBIMU, XOTS Y pa3HbIX nogen oHn npoTeKarT
no-pasHomy. nOﬂpOCTKOBbIVI BO3pacT cam no cebe — aTo pr,El,HbIVI nepunoa Xmn3Hun ansa nogen ¢
HOpMalibHbIM pa3BUTUEM. Ho ecrn Y KOro-To nofioBoe co3peBaHne He nponcxognT, Takom YernoBek
3aMETHO OTJIN4YaeTCAd OT CBEPCTHUKOB N MOXET HabniogaTbcs cnenywlee:

. HU3KaaA caMooLuUeHKa, HeyBepeHHOCTb B cebe ¢ Tpesora, genpeccua
. 3aCTEeH4YMBOCTb, TPYAHOCTN B obLweHnn co CBepCTHUKaMU * HegoBOJIbCTBO CBOUM TEJNIOM

Ymo ebI Moxxeme clenampb?
B uenom, ykasaHHble NpobreMbl MOXHO peLlunTb. Bo3aMoxkHO, MOHagobutcsa ncuxonornyeckas
NMOMOLLIb.

1. nOFOBOpMTe C Bpa4yowm. OH MOXeT 1 He 3HaTb, KaK BaM cenyac TSXKero. Bpaq MOXeT
nopekomMmeHgoBaTb BaM COOTBETCTBYHOLLEro cneunannucra.

2. MoroBopuTe ¢ Apyrumu naumeHtTamu. VIx MmoxHo Hantu B UHTepHeTe (Penchbyk,
RareConnect.org). CyLecTByOT Takke pasnuyHble rpynnbl nogaepxkn. CylecTsytoT
MecCTa, rae naumeHTbl MoryT 06CyauTb BaXkHble AJ1s1 HUX BOMPOChI. [pyrine nauneHTbl
MOHUMALOT, YTO 3HAYUT XUTb C BI'T kaxxabl AeHb, OHX MOTYT AaTb NpakTUyeckue
COBEThLI 1 NoAAepXaTb.

Kak ebl Moxeme coxpaHums 300poene?
BIT He ykopauusaeT %un3Hb. Crieylolme peKkoMeHaaumum noMoryT BaM COXpaHUTb 3[0POBbe

C& * BbIMNOMHATb HAa3Ha4YeHUs Bpaya
d\

) S * NPUHUMAaTb Ha3HaYeHHbIN NpenapaT
~‘. X \—\

"
%
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Kak neyumcs BI'T'?

MoxHo nu ebinedyums BIMT?

B HacToswee Bpema neyvenus BIT He cywecTByeT. HacneacrseHHoe
MEDICAL % (reHeTnyeckoe) 3aboneBaHme NeYnTb OYEHDb CNOXHO. B HacToswee
/"—\ BpeMs NpoBOAATCH UCCNeaoBaHNA Ha TEMY: MOXKHO N BOCCTaHOBUTb
cuHTes HPI B runotanamyce? MccnenoBaHmsa HaxoasaTcs Ha HavarnbHbIX
o aTanax, HoO y4éHble HagelTcs, YTo B OyayLLUeM 3TO CTaHET BO3MOXHO.

Kakue npenapambi ucnons3yrom npu BIr?

EcTb npenaparhbl, BNMsIIOWME HA Takue BHELIHME NMPU3HaKky NOSIOBOr0 CO3peBaHusi, Kak pOCT BOSOC
Ha N1LE Y MYXYUH U pa3BUTUE MOSOYHbIX XKENE3 Y XKEHLWMH. B 6onblUMHCTBE CryvyaeB C MOMOLLbHO
onpeaenéHHbIX NpenapaToB MOXHO BOCCTAHOBUTL (hepTUNBHOCTb.

Myx4mnHbl: TecTocTepoH (renb Ans HAPYKHOTO NPUMEHEHNS UMK
WHbEKUUN) — Hambornee pacnpoCTpaHEHHbIV npenapaT ansa obecneyvenns

b & NosioBOro cospeBaHusi. brnarogaps nevyeHuto, NauneHT CTaHOBUTCSH
me cunbHee, ero rosoc rpy6eeT, noABNAEeTCA PacCTUTESIbHOCTb Ha
D e mue, yBenmimeaeTcd NneHuc, nodasndeTcd noyioBoe Brie4yeHne

(nMMbnao) n HopmanuayeTcsa nonosast PyHKUMs. MNpu aToM
hepPTUNBHOCTb OTCYTCTBYET.

YKeHLWHbI: HU3KMe [03bl 3CTporeHa (MnacTblipb UK TabneTkn) NpMBoaaT
A an K YBENUYEHUIO 1 Pa3BUTUIO MOJTIOYHON ereabl, NOSBNSETCs NooBoe
- ’33’ BrieyeHue (MMbuao), dopmMa Terna U3MeHsIETCS Mo XKEHCKOMY TUMY, a npu
't;"’“ [o6aBneHun NporecTepoHa HopMasnuayeTcsl MeHCTpyanbHbIi umkn. Mpu
3TOM (bepTUNBbHOCTb OTCYTCTBYET.

Mocne Has3HayeHus nevyeHns Heobxoaumo I10F|6VIpaTb AO03y npenapara. W3-3a 3TOro, NnauuneHTsl,
oxXungawuwne 6bICprIX pe3ynbTaTtoB, MOryT pacCTpoOUTbCA. OpaHako BaXkHO 4OOMTLCS ONTMMarbHOro
pes3ynbTaTta (B TOM 4Yucne, pa3BUTNA MOJI0OYHbIX xenés Yy )KeHLlJ,I/IH).

Yy HEeKOTOpPbLIX NauneHToB BCe NposBlieHUA 60ne3HN NOSTHOCTLI0 ncye3aroT, Tak YTO UX OpraHn3m
npon3BoanNT AOCTAaTO4YHOE KOJIN4eCTBO NOpMHOB. 3T0 Ha3blBaeTcH O6paTHbIM pa3BuTnem oonesHu.
Moyemy Tak NponcxoauT, HEM3BECTHO, U CNPOrHO3MpPOBaTb 0bpaTHOe pa3BUTUE HEBO3MOXHO. Takoe
BbI3OpPOBeHne 6bIBaeT BpeMeHHbIM. [MoaTomy Heobxoaumo BpavyebHoe HabnogeHue.

MpumepHo y 1 u3 10 naumentoB ¢ BIT (10%) oTMeyaeTca o6paTHoe pa3BuTUe 3aboneBaHuUs
®e © © o o o o o o @
Moaym nu y nayuenma c BI'T 6bimb demu?

[a, 6ecnnopune npu BIT ycnewHo neuntea. BonbwmHcTBO (HO He Bee) naumneHTol ¢ BIT, 6narogapsa npuémy
rOpMOHOB, MOTyT UMETb AETEN.

* MauMeHTbl MOryT Mony4aTb FOPMOHbI B BUAE MHBEKLMIA HECKONBKO pas B HeAemn unv ¢ nomoLubio NP -nomnbl
(Moxoxew Ha MHCYNUHOBYIO NoMMy AN AnabeTnkos).

* nevyeHne Gecnnoamsa AOMKHO npoBOANTLCA ONbITHbIMU cneunanmncTamum (penpOAyKTMBHbIMM SHAOKpMHOHOFaMM)

* MHOTAA (HO He Bcerpa) NPOBOASAT UCKYCCTBEHHOE OMMOAOTBOPEHUE, HanprMep aKCTpakopropansHoe
onnogoteopeHue (3KO, «aeTn ns npobupkuy»).

®depTUnbHOCTL: B Lenom, neyeHue ycnewHo y 3 u3s 4 naumeHToB (75%)

® My>uuHbl: MHOraa TpebyeTca 2 roaa, Y4ToObI
opraHn3M Havan BbipabaTbiBaTb cnepmMy
JKeHLNHbI: B HEKOTOPbLIX CnyYasx hepTunbHOCTb
BOCCTaHaBN1BaeTCH Y)xe Yepes HECKOMbKO
mecsueB
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Knroyeebie MomeHmMbI

A ecnu He neyumsb BI'T'? Kak amo noenussem Ha nayueHma?

XoT4 TECTOCTEpPOH N 3CTPOreH Hesnb3A Ha3BaTb XU3HEHHOBaXXHbIMW rOPMOHaMU, UX OTYyCTBUE (VIJ'IVI
HexBaTka) MOXET OTpULaTeNbHO CKa3aTbCs HA 3A0POBbE NaLMeHTa, NONIOBON (hyHKLUMU U
KayecTBe XXU3HWU.

Y MY>KYUH W KEHLUNH

* BbICOK PUCK CHMXKEHUSI MUHepanbHOW NMIOTHOCTU KOCTeN (0CTeonopo3a), TO eCTb KOCTU
CTaHOBATCA XPYNKMMM N PUCK NneperioMoB Bo3spactaeT. Ecnum BIT He neunTb, TO 0CTEONOPO3
MOXET pa3BUTbCA y YeroBeka B NMtobom BodpacTe. HekoTopbiM naumeHTam ¢ BIT Heobxoamnmo
OOMOSHWTENBHOE JNIeYeHre OCTeonopo3a.

* CHMXXEHMEe NOJIOBOro Brie4YeHUe U HapyLlueHne NonoBon PYHKLUN — pe3ynbTaT HU3KOro
YPOBHS TOPMOHOB

* YTOMJIIEMOCTb, CHUXKEHHOE HacTpOoeHne U Aenpeccus Hepeako HabnogaTes y naumeHToB
6e3 neyeHus

Y MY)KUMH, HE MONyYalLLMX NeYEHUs!, BbICOK PUCK MeTabOoNMYECKMX HapyLLEHWI, Hanpumep
npeaanabeta unu anadeta. OgHaKO PUCK MOXXHO CHU3UTbL Grarogaps feyeHuio.

KniouyeBble MOMEHTbI:
* BI'T — 3710 pepnkoe 3aboneBaHne, KOTOPOE Bbi3biBaeTCsl HexBaTkom MHPIT
* Mpu BI'T He HacTynaeT nonoBoe co3peBaHue 1 oTmedaetcs 6ecnnoane
* BI'T He ykopaunBaeT Xn3Hb
» [InarHoctupoBatb BI'T HenpocTo

* B 6bonbLlunHCTBE cnyyaes BIT anarHOCTMpyOT TOMLKO B NO34HEM NOAPOCTKOBOM Nepuoae
NN paHHen IHOCTU

* B OT/IYME OT MHOTUX peakmx 3aboneBaHnii B 3TOM Criydae nevyeHne BO3MOXHO

* Ne4yeHne HeobxoaAMMO Mony4vaTb B TEYEHWE BCEW XKU3HU U PETYNSPHO NoceLlaTtb Bpaya
» 0bcyaouTe neyeHne ¢ Bpa4yoM, YTOObI BbIOpaTb HanUMyyLWmii MeToq

* €CNV NPEKpPaTUTL NeYeHne, 3TO MOXKET MIIOX0 OTPA3UTLCSA Ha 340POBbLE

* B bonblUMHCTBE cny4vyaeB Becnnogne MOXHO BbINEYUTb 6narop,ap;| cneunanbHoOMy
ropMoHasnibHOMYy neYyeHuto

* BI'T nepepaétca no HacneacTsy, NO3TOMy HeoOxogMma reHeTu4ecKkas KOHCynbTaums
* Y HEKOTOpPbIX NaumeHToB BIT npnBogmT K aMoumMoHanbHbIM Npobnemam

* Bbl MOXXETE HalTV NOAAEPXKKY B rpynnax Ans nauneHToB 1y Bpayei

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

Mone3Hble canTbl
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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