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" BIHHMUbBKMIA HaLLiOHAAbHUIN MEAMYHWIA
yHiBepcuTeT imeHi M.I. nporosa

2 BIHHMLBKMI OOAACHUIA KATHIUHMIA
BMCOKOCIELLiaAi30BaHMi1 eHAOKPUHOAOT IUHMIA LIEHTP

Ornucano kiaiHiyHUE BUNAM0K cunapomy Kasimana y xsonunka 17 pokiB, SIKUI 3BepHYBCS 10 AUTSIYOTO €HIOKPUHOJIOra 31
CKapramMu Ha 3aTPHMKY CTaTEBOTO PO3BUTKY Ta BiACYTHICTDH HIOXY. /l0AaTKOBI 06CTE/KEHHST ZOMOMOTIN BCTAHOBUTH AiarHo3 —

cunapom Kasimana.

JlikyBaHHst XBOpHX i3 ciHApoMoM KassiMana Mae GyTH CIIpIMOBaHe Ha 3MEHIIEHHS O3HAK 1 CTYTIEHSI TSIKKOCTI TiTOrOHAI0TPOII-
HOT'O TiIIOTOHAU3MY, HOTO CJIJI PO3MOYUHATH JI0 TI0YaTKy IyGeprary.
KmouoBi cioBa: cunapom KamimaHa, 3aTprMKa CTaTeBOTO PO3BUTKY, aHOCMIis, TIHOTOHAZOTPOITHII TilIOTOHAII3M.

CI/IHI[pOM Kasmana (Kallmann syndrome) —
CIIAJIKOBA TIaTOJIOTiS, 10 XapaKTEePU3YEThCS
riIOroHaI0TPOITHUM TiOTOHAIM3MOM Ta AHOCMIEIO
(a6o rinoocmiero) [1, 4]. Cunapom Kajimana — Haid-
qacTima MpuyrHa rinoroHa0TPOITHOTO TIIOrOHa 13-
MY y XJIOMYUKIB. 3aXBOPIOBAaHHS Ma€ TPU BapiaHTH
YCIJIKYBaHHST: aBTOCOMHO-IOMIHAHTHUI, aBTOCOMHO-
pettecuBHUM i X-3ueriernit. CHHAPOM TPaILISIETHCS
MepeBa’kKHO B YOJIOBIKIB, MPOTE B JIiTEPATypi OMUCaHI
BUIMAKY TITOTOHAN3MY Ta aHOCMIl B JKiHOK [2, 3].

[lepmri mani mpo acomiiioBaHy BiJICYyTHICTH Y
MO3KY CTPYKTYD HIOXY 1 MajleHbKMX roHaj Oyiu
npezacTaBaeHi B 1856 p. Ymepime XapakTepUCTHKH
CUHJIDOMY OITMCAaB aMePUKaHCbKUII reHeTuk KaJ-
aman y 1944 p. Bin nmokasas, 1110 aHOCMis Ta TilIoTO-
Ha/IN3M YCHAJKOBYIOTHCSI B MIOKOJIIHHAX CiMeH, sKi
MaIoTh Iii BusiBu |5, 6].

lnoronaguam npu cuazApomi KasiMana 3ymMoB-
JeHull aediluToM ceKpellii TOHaIOTPOiH-PUJTi3UHT
ropmona (THPT'), To6TO TPETUHHOIO rinoTajaMidHO0
¢opmoto TinoronamaMy. AHOCMIsT PO3BUBAETHCST BHA-
CJIJIOK IIPUPOKEHO] Tinoriasii abo aniasii HIXOBUX
UOYJIMH 1 0/1b(aKTOPHOIO TPaKTy MO3KY [6, 8].

Heiiponu, mo cexperyiors [HPI, ockisbkn oJib-
(dakropHi HellpoHn B nepiox emGpioreHesy ¢hopmy-
IOTHCST B 30HI OTb(PAaKTOPHOI IJIACTUHHU, TTOTIM OIHO-

YACHO MIrpyioTh, TepeTHHAIOYN eTMOIJaJbHY TIIac-
TUHKY B Pi3Hi Bi/yrian Mo3Ky [8, 12].

KonTakT ombhakTOpHUX HEHPOHIB 3 TepeaHiMu
BiiIilaMy MO3KY HEOOXiIHUIT 11T HOPMAJILHOTO PO3-
BUTKY HIOXOBUX IOy iH. HellpoHu, 1110 CeKpeTyoTh
I'uPT, MirpytoTh, focsTaloun MPEONTUYHUX s/iep Tilo-
tasamyca. [lopymennst wmirpamii KJIITUH y Tepiof
eMOpioreHesy Ma€ BeJIMKE 3HAY€HHsS B I[ATOTEHE3i
3axBopioBanHs. [Ipu X-34yemsmenomy BapiaHTi CHUH/I-
pomy KassiMana mpuanHOIO MOPYIIEHHS MiTpaIiiiHuX
npotecis crae MyTalis a6o genenis KAL, mo koxye
CUHTE3 TJIIKOMPOTeiHy aHOoCMiHY-1 — rrpoBiHOTO (hakTo-
pa Mirpaitii. 3a aBTOCOMHO-ZIOMIHAHTHOTO TUITY YCITa/I-
KyBaHHS 3aXBOPIOBAHHSI CIIOCTEPIraloThCs iHAKTUBA-
IIifHI MyTaIllii B TeHi perentopa pocToBoro gaxropa
di6pobaacris-1 (FGFR1), saxuil Gepe yyactbh sk y
Tpolfecax Mirpaiiii, Tak i B udepeHIriioBaHHi opraHiB
i TkaanaU. Came Tomy nipu gedexti FGFR1 3 Benu-
KOO0 4acCTOTOIO TPAIJIAIOThCS aHOMastii (hopMyBaHHS
JINTIHOBOTO cKeJieTa it Mo3ky [7, 10, 11].

CporofiHi BBaXKalOTh, 1[0 CUHAPOM TPAILISETHCS i3
yactotoio Bijr 1:10 000 mo 1: 86 000 nacenenns [9].

Myramii B renax ANOS1, FGFR1, PROKR2,
PROK2 3ymosmiotors cuagpom Kammmana. Myrartii
B reri ANOSI1 BigmosigaioTs 3a cunapom Kammvana 1,
y FGFR1 — 3a cunipom Kanmmana 2, myTaitii B renax
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PROKR2 i PROK2 Buknukarots cunapom Kammvana 3
i 4 tumy Biamosiaxo [6]. ILi rerHu BifirpatoTh BasKJINBY
posib y GopMyBaHHI HEPBOBUX KJITHH, SAKi 00’€l-
HYIOTbCS B HIOXOBI IIOYJIMHU, 110 MAIOTh BUPIIIaJb-
He 3HAYeHHsI y MPOoIleci CIIPUHHSTTS 3a11axiB Ta BILJIN-
BaIOTh Ha Mirpaiiio HedpoHis, ki Bupodasiors [uPT.

I'aPT koHTpOJITOE TOPMOHH, SIKi BU3HAYAIOTH CTaTe-
BY MOBEIHKY /10 HAPOJKEHHS TUTHHU Ta B MEPIOJ
CTaTeBOTO [I03PiBaHHS, BIIMBAIOTh Ha (DYHKIIITO
roHajs (SIEUHUKN B JKIHOK 1 SIEYKA B YOJOBIKIB).
3umkena cekpetlis ['HPI mepemkomkae HopMaIbHO-
MY CTaT€BOMY PO3BUTKY il BUBHAUAE XapAKTEPHI PUCH
riIOTOHAIOTPOITHOTO TillOTOHAU3MY. 3aJTUINAETHCS
He3'sCOBaHUM, SKi T€HW Ta MyTailil TPU3BOISATH [0
IHIIUX O3HaK i CUMITOMIB cuHApoMmy Kammmana.
Pazom myTarii B renax ANOS1, FGFR1, PROKR2,
PROK2 cknaznaiors 25—30 % ycix BUTAIKIB CHHIPO-
my Kasimana, y Bunazkax, KoJiv MyTallis He i/IeHTH-
(pikoBana, mpruMHA 3aXBOPIOBaHHS HeBigoMma [9].

[Ipu cuagpomi Kamimana MOXyTh TpamisaiTucs u
iHIT aHoMaJil po3BUTKY. BoHM 3yMOBJIeHI B TepIry
yepry naedexktamu (opMyBaHHS IIEHTPAJbHOI Hep-
BOBOI CHCTEMU: CITACTWYHI Iaparierii, TyToByXiCThb,
TOPU30HTAJIBHUIN HiCTarM, MOPYIIEHHS] KOJBOPOBOTO
30Dy, He3POIIeHHs MifHeOiHHI Ta BEpXHBOI rybu,
3aTPUMKa PO3YMOBOTO PO3BUTKY. MOXKJIUBA HasB-
HICTh CUMITOMIB, TIOB'SI3aHUX i3 BaJlaMU PO3BUTKY
CevYoCTaTeBOl CUCTEMU: areHe3isi HUPOK, ITiIKOBO-
noiibHa HUPKa, Y XJOMYMUKIB — KPHUIITOPXi3M Ta
Mikporienic [9].

KriniuHi BUSIBU CUHAPOMY JOCUTH BapiaTHBHI.
Hagitp xBopi it 3 OfHIET CiM'T MOKYTh MaTH Pi3Hi
O3HAKMU: BiJI JIETKOI TIilIOOCMii, Ky MOKHA BUSBUTH
JIMIIE CTeNiaJIbHUMU METO/IaMU, i HOPMaJIbHOTO CTa-
TEBOTO PO3BUTKY /10 BUPAKEHOT aHOCMIi Ta TSIXKKOTO
riOTOHA/IU3MY, IO CYTTPOBOIKYETHCS iHINUMU Bajia-
MU PO3BUTKY. XBOPpi i3 cunHapoMoM KassimaHa BucCo-
KOpOCJIi i MaloTh €BHYXOI/{HI TTpOIopItii Tisia [9].

Koiniynuii BUnazox

Xeopuii I1., 17 pokis, TocmitamizoBanuii 10 Bin-
HUIIBKOTO 00JIACHOTO KJIHIYHOTO BHCOKOCIIEI[aIi30-
BaHOTO €HJIOKPUHOJIOTIYHOTO IEHTPY 3i CKapraMmu Ha
3aTPUMKY CTaTE€BOTO PO3BUTKY Ta BiJICYTHICTh HIOXY.

3 aHaMHe3Yy BiZIOMO, 110 XJIOMTYUK HAPOKEHUI BiJl
IepIoi BariTHOCTI B TepMiHi rectarii 40 THXHIB
(BariTHiCTh 6€3 YCKIaJHeHb ), (i3i0N0riYHNX MOJIOTIB,
3 mMacoto tisa 3800 r i gosxkuno Tija 50 cM, omiHKa
3a mKkano Anrap — 8—9 Gazis. Ha rpyasoMy BUTo-
noByBaHHi mepebysas a0 11 wmicsuis. XpoHiuHHX
3axBopioBaHb He Biamiueno. llleryienHs mpoBeneHO
BiJINIOBI/THO /IO KaJIeH/Iapsl IETJIeHb.

¥ 2013 pomi (y Biti 14 pokiB) ymepiie 3BepHYBCs
31 cKkapraMu Ha BiZICTaBaHHS B PO3BUTKY 30BHINTHIX
TeHiTasiif, a caMe — Ha 3MEeHIIeHi B PO3Mipax sI€YKa.
ITix yac ob6cTeskeHb OYJI0 OTPUMAHO TaKi pe3yJsibraTi:
KicTkoBUi Bik — 11 poKiB, 3HMKEHUI BMICT JIIOTEiHi-
gyBaipHoro ropmona (JII) — 24 MO/n (nmopma
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0,26—4,84 MO /), 3HMm:KeHUN BMICT (DOJIKYJIOCTH-
mymoBasibHOTO ropmona (DCT) — 1,2 MO /n (Hopma
0,72—4,62 MO/n), 3HUKEHUIT BMICT 3araJbHOTO TeC-
tocrepony — 1,2 ur/ma (sopma 1,7—7,8 ur/ma). Ilix
4ac MPOBEJICHHS CTUMYJISIIIMHOTO TECTY 3 aHAJIOTOM
TaPT (tpunropumin 0,1 Mr) BusHaueHO, 10 TOKA3HU-
K1 TOHAIOTPOITHUX FOPMOHIB 3aJIMIINJINCh Ha J0IyOep-
tarnomy pisai: JIT — 4,0 MO/, ©CT — 2,5 MO/
CTuMyJIAIINHTEN TecT i3 XOPIOHIYHUM TOHAIOTPOIIi-
HoM (XTI') He TOKa3aB a/IeKBATHOTO BUKUJLY TECTOCTE-
poHY (IIOKa3HUK TECTOCTEPOHY 10 podu — 1,2 Hr/MJI,
micas mpobu — 1,6 ur/mi). TlamieHT oTpuMaB KOH-
CYJIBTAII0 OTOPUHOJAPUHTOJIOTA, SIKUW TTPOBIB OJTh-
(akromerpito i miarHocTyBas aHocMito. ObcTeKeHni
y re"eruka (kapiotun 46 XY). 3a pesysabratamu
JIOCJTI/IKEHD 1 KOHCYJIbTalliil CIIelialticTiB BCTaHOBJIe-
HO Jiarao3 — cuHapoM Kamnmana.

Ha MoMeHT OTOYHOTO 3BepHEHHST 3arajibHUI CTaH
IUTUHY 33/10BiabHMNA. 3picT — 169 cm (—1,0 curmas-
HUX BiIXUJIEHb, Maca Tijla — 55 Kr (iHzeKc MacH Tija —
19,6 , mo nopisHioe 40-my neprierTHM0). byosa tima
€BHYXOI/IHA. BiMiueHO BUWCOKY TaJiio, PO3TOiJI
IIIKIPHO-KMPOBOI KJIITKOBUHU 3a a0 0MiHAIBHUM
TUIIOM, 3 000X OOKIB 30iJIbIIIEHHS TPYAHUX 3aJ103, B
SIKMX TMaJIbIY€eThCs sKupoBa TKanuna. [llkipa gucra,
6a1i10-poskeBa, HOpMaabHOI Bosiorocti. KicTkoBo-
M’s130Ba cucteMma 6e3 3min. IluTonoxibna 3amo3a He
30isbIeHa, pyxoma, 6e300icHa, BY3JIOBI YTBOPEHHS
He MaJblyioThcst. IloKa3HUKKU CepIieBO-CYJAUHHOI,
JMXaJIbHOL 1 TpaBHOI cucreM — 0e€3 BiAXUJIEHDb Bij
nopmu. CrateBuil po3BuUTOK Biamosimae II crazii 3a
Tannepom (F1P2A-1G2). IlcuxoHeBpoJsioriuHmMii
PO3BUTOK 6e3 0COOJUBOCTEA.

Jlabopamopni docrioncenns. Ilepopanbuuii TecTt
TOJIEPAHTHOCTI /IO TJIIOKO3M: TJII0OKO32 B KPOBi HATIIE —
3,4 MMoutb /71, yepe3 1 roguay — 3,5 MMOJIb/J1, Yepes3
2 roguan — 4,5 MMOJIb/JI. 3araJbHUN aHali3 KPOBI:
remornobin — 140 r/n, epurpouutn — 4,5-10%2r /11,
geiikouutn — 4,8-10%c/n1, IHIOE — 12 mm/rox.
3arajibHuil aHaui3 ceui: 6e3 0cobIMBOCTEN.

Topmonanviii docniomncenisi. TUPEOTPOITHUI TOPMOH —
2,1 MMO/ma (nopma 0,34—5,6 MMO/mir), Tutp
AHTUTLI 0 TUPeomnepokcuaasn — 8 ym. of. (HopMa
0—9 ym. ox1.), 3arampauii tectocrepon — 0,7 Hr/Mi
(mopma 1,7—7,81 ur/mm), JII' — 0,02 MO/n (Hopma
0,26—4,8 MO /), ®CT — 0,35 MO/ (Hopma 0,72—
4,6 MO /). BioximMiunnii aHasi3 KpPOBi: KpeaTUHIH —
62,0 mmouib /11 (HopMa 45—105 MMoJTb /1), 3araibHIIA
xostecteput — 2,11 MmoJb/i1 (Hopma < 5,2 MMOJIb/JT),
amaninaminoTpancdepaza — 18 MO/n (mopma 4—
36 MO/n), 3araspHUIl KaJabIlii y KpOBI —
2,44 mmousb /1 (HopMa 2,2—2.7 MMoJib /).

[HCTpYMEHTaNbHI AOCHIZKeHHs. PeHTreH Kucreii:
KicTKOBUI Bik — 14 pokiB. /leHcuTOMETPisT: 0OCTEOIO-
porrunwmii inzexc — 0,7 ym. oz, (Hopma 0,9—1,0 ym. ox.),
0 CBiTYUTH MPO 3HAUHUN ocTeorropo3. MPT rosnos-
HOIo MO3KY: 0e3 maroJioriunux amit. Y 3] Hupok: 6e3
BifIxuaeHb Bijg HOpMU. 3a manumu Y 3/, y xamurii
BU3HAYAIOTLCA $I€YKA, 3MEHILIEeHI B po3Mipax: 00’eM
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npaBoro — 2,0 cm®, miBoro — 1,0 cM3, eXOreHHiCTh
cepe/iHs, OAHOPIZHA, IJIMH KPOBi 30epeskenuii, 1o1a-
TOK TIpaBOTO sg€9ka — 6 X 8 My, JiBoro — 6 x 11 MM,
JIOJIATKW OJIHOPI/IHI 32 CTPYKTYpOIO, CIM'STHMI KaHa-
TUK He YIIiJTbHEeHU, He 1ehOPMOBAHUT.

IMicast npobu 3 anamorom THPT (0,1 mur migmikip-
Ho) Bwmict JIT cranoBus 2,8 MO /7, 1m0 o3HAYa€E Bif-
CYTHICTh HOTO aJIeKBaTHOI CTHUMYJIbOBAHOI CeKperlii
rimodi3oM i CBIYUTH NMPO BTOPUHHUI (TiOTOHAO-
TPOITHUH ) TITTOTOHAU3M.

Takosk XBOPOMY IIPOBELEHO TpHeHHY 1poly 3 XTI
B cymapHiil 1031 8000 MO. To npobu piBeHb 3arajib-
HOTO TecTtocTepony ctaHoBuB 0,7 Hr/ma (Hopma 1,7—
7,8 ar/Mmur), yepe3 3 aHi — 1,7 HT/Ma, 10 CBIAYUTD TIPO
BI/ICYTHICTH a/IeKBATHOI CTUMYJIbOBAHOI CEKpeIlii Tec-
TOCTEPOHY.

[TamienT OTpMaB KOHCYJIBTAIIIO ICUXO0JIOTA, SIKUN
BU3HAUMB Y TICUXOEMOIIHHOMY CTaTyCi XJIOIMYNKa
JleTIPeCUBHY TEH/IEHITII0 1 BCTAHOBUB, 110 XBOPUI He
BUSIBJISIE IHTEPECY /10 TIPOTUJIEKHOI CTaTi.

Takosk MaIieHT OTPUMaB KOHCYJIBTAIlII0 TeHETUKA,
SKUU IMATBEPAWB AiarHO3: cuHApoM Kaanimana
1 tumy, X-34eryieHnil pereCuBHUN THUIT yCITa/IKyBaH-
HSI; TITIOTOHAJIOTPOTTHUH TilIOTOHAIN3M.

Xsopomy npusnadero XI' B 1031 1500 MO 2 pasu
Ha TUXKJ/IEHb MTOCTIHHO.

3a epimx 3 MicsIli JiKyBaHHS BiJIMiYeHO MO3UTUB-
HiT ebexT (301IbIIEHHS SI€YOK: IPpaBoro — 10 3,0 cm?,
gisoro — 1o 2,0 cm?), pote Hazasi (yepe3 6 MicsiliB)
Ha T npuitomy XTI 00’eM sie4oK He 30iJIbIIyBaBCsl.

[TamienToBi TMpU3HAYMIN TIPOJOHTOBAHWI ITperapaT
tecrocrepory 1m0 250 MO 1 pa3 ma micsip. Yepes
4 MicaIi JIIKyBaHHS BiJIMIY€HO 3HAUHY TO3UTHUBHY
JIMHAMIKY — 3MEeHIIeHHsT TiHeKoMacTii, (hopMyBaHHSI
YOJIOBIYOI CTATYPH, TOCUJIEHHS TIITMEHTAITI] KaJIUTKH.

Ha cvoromni, uepes 10 mics1iiB JTiKyBaHHS Y BUTJIS-
ni geprysanust xkypcis XI' (mo 1500 MO 2 pasu na
THKJIEHb TOCTiiHO) 1 TectocTepony (mo 250 MO
1 pa3 Ha Micd1p), BiIMIY€HO TIO3UTUBHY AUHAMIKY B
craresoMy po3Butky (F2P3A-2G3) Tta nosexini
TalienTa.

BucHoBKH

1. XJyIomuuKiB 3 O3HAKaMM 3aTPUMKH CTATEBOTO
POBBUTKY CJIiL 0GCTEKYBATH LIOAO MOKJIMBOCTI IiIo-
TOHA/IOTPOITHOTO TiMOTOHAZAM3MY BHACJIZIOK CUHIPO-
My Kasimana.

2. BpaxoBytoun, 1110 3a cuapoMy Kassimana moske
OyTu PIBHUI CTYIiHb 3HUKEHHS HIOXY, y pasi mij-
TBEPJKEHHS TillOTOHAJIOTPOIHOTO TillOTOHAIU3MY
c1ij; 060B’I3KOBO IIPOBOAUTH 0JIb(PAKTOMETPIIO.

3. JlikyBanusg xBopux i3 cuagpomoMm Kamimana
Mae OyTH CIpsIMOBaHe Ha 3MEHIIEHHs O3HaK i cTyIe-
HS TSDKKOCTI TilTOTOHAIOTPOITHOTO TillOTOHAINU3MY,
TOMY #OTO CJIiJI PO3IOYMHATH [0 TI0YaTKy IyOeprary.

4. Jlna mocsiTHEHHST MacKyJiHI3alil Ta yCyHeHHS
TICUXOJIOTIYHOTO TMCKOM(OPTY T/ITITKIB MOSKHA TIPH-
3HAUATH JIKYBAaHHS y BUIJISI[II YepPryBaHHS KypCiB
TOHAJIOTPOITIHY 1 aHPOTEHIB.

KoHgbAikTy iHTepeciB Hemae. Y4acTb aBTOPIB: KOHLENLIS | AM3aH AOCAIAKEHHS, 06pobka MaTepiay, CTaTUCTUYHE OMpPaLoBaHHS!
AaHnx — O.0. Diwyk, 1.O. TpomriHcbka; 36ip matepiany, HarmcarHs Tekcty — 1.O. TpomniHcbka, H.I. [ypiHa; peaarysaHHs TekcTy —

O.0. Diwyk.
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CuHapom KaaamaHa
O.A. ®uwyk', U.A. Tpomnuuckas?, H.U. I'ypuna?

" BUHHUUKMIA HALMOHAAbHBIN MEAMLMHCKMIA YHUBepcuTeT umenn H.M. TNuporosa
2 BUHHMLKUIA 0BAAQCTHOM KAMHUYECKMI BbICOKOCMELIMAAM3UPOBAHHbBINA S3HAOKPUHOAOTMUYECKMIA LIEHTP

Onucan KIMHUYECKWi cayuail cunapoma Kamimana y maibunka 17 jiet, KOTOPbIi 0OpaThics K 9HIOKPUHOJIOTY € jKanobaMu
Ha 3a/IePKKY MOJOBOTO PA3BHUTHS, OTCYTCTBHE OOOHSHNS. [[OMOMHUTEIBHbIE NCCIEA0BAHIS TO3BOJIMIN YCTAHOBUTD JIIATHO3 —
cunapom Kasmana.

Jleuenne 60bHBIX ¢ cuHApoMoM KasmMara HaleseHo Ha yMEHBIIIEHe TIPU3HAKOB U CTETEHH TSDKECTH THIIOTOHA[0TPOIHOTO
TUIOTOHA/IM3MA, €0 Hy’KHO HAYMHATD [0 Hadasia imybeprara.

Kmouesbie coBa: cunapom Kannmana, 3agepskka MOTOBOTO PasBUTUS, aHOCMIS, THIIOTOHA/[OTPOITHLIN THIIOTOHAIU3M.

Kallmann syndrome
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We described a clinical case of Kallman syndrome in 17 years old boy, who appealed to children endocrinologist with
complaints of delayed sexual development and the lack of smell. Additional investigations helped to diagnose the Kallmann
syndrome.

Treatment of patients with the Kallmann syndrome should decrease signs and severity of hypogonadotropic hypogonadism and
should be started before onset of puberty.
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