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BpogxeHunn LeHTpanbHUNM (rinoTanamiyHui) rinoro-
Hagm3m (UM xapaktepunsyeTbca 3aTpumMKow abo Bif-
CYTHICTIO CTaTEBOro pPO3BUTKY Ta 6Ge3nnigaam,
NoB’A3aHMM 3 HEBINOBIAHO HN3bKMM BMICTOM FOHao0-
TponiHis: onikynoctrmynioBanbHoro ropmoHa (OC),
ntoTeiHizyBanbHoro ropmoHa (/1N i ctateBux ctepoigis
(TecTocTepoHy abo ecTpagiony) 3a BigCyTHOCTi aHaTo-
MiYHUX 260 PYHKLIiOHaNbHUX BigXWeHb Yy rinotanamo-
rinogisapHo-roHagHin oci [1—3]. Ul € piakicHuUm
3aXBOPIOBAHHAM: TPAMIAETbCA 3 YacToTol 1 BMNAgokK
Ha 8000 y *iHoK Ta 1 BMnafok Ha 4000 y yonosikis [4].
Y 60 % Bunagkis LI cnpuumHeHun cmHapomom
KannmaHa (CK) [3] — xBopo60to, 3a AKOI rinoroHago-
TponHui rinoroHagusm (IT) NOeEAHYETbCA 3 MOpYLUEH-
HAM HIoxy (rinocmisa abo aHocmis). KniHiyHMK BUsBa-
MW LibOrO CMHAPOMY, O MOXeE CrocTepiraTica B oci6
ob6ox cTaTel, € ABOGIYHMI KPUNTOPXIi3M Y XNOMYMKIB,
areHesis HUPOK, KONbOPOBA CNiNOTa, NTO3, PO3LUenyeH-
HA ry6u abo nigHebiHHA, aHOManbHI pPyxu oven, 3HU-
XEHHA cnyxy, 6iMaHyanbHUN CUHKIHE3, MOPYLUEHHSA
po3BuTKY 3y6iB Ta 6e3nnigan [5]. CK yparkae 6nm3bKo 1
3 8000 yonosikiB i 1 3 40—70 Tnc. XiHOK [6—8].

HopmanbHum Hiox mae micue y 40—45 % nauieHTiB i3
LI (HopmoCMiYHMI igionaTUYHWIA LeHTPaNbHWI Finoro-
Hagwn3am abo HopmocMiuHui IT) [3].

Po3pisHatoTb BpogxeHun [T, AKMI XxapakTepu3yeTbCa
Jediuntom cekpelii abo Aii roHagoTPOMIH-PUNI3NHT
ropmoHa (THPT), Ta HabyTUI, CNPUYMHEHWIA NATONONiY-
HUMW YNHHMKaMW, WO MPU3BOAATb A0 NEPMAHEHTHOro
rinoroHagmM3Mmy, AKUN 3a3BMYal CyNnpPOBOLXKYETbCA
iHLLIVIMW FOPMOHAJTbHMM NOPYLUEHHAMU QYHKLT aieHo-
rino¢iza. TaknMu YNHHUKaMK € eCTPYKTUBHI Ta iHOINbT-
paTMBHi 3aXBOPIOBaHHA rinoTanamyca abo rinodisa (age-
HOMM, KpaHiodaprHreomu), CapKoifos, reMoxpomaros,
rictounTo3s, BNAMB AEAKMX NpenaparTis, XipyprivHi BTpy-
YaHHA Ha rino¢isi, npomeHeBa Tepania Towo [9].

binbwictb Bunagkis CK giarHoCTytoTb y nepiog cTta-
TEBOro J03piBaHHA 3a BiACYTHOCTi CTaTeBOroO PO3BUTKY,
ane NOoro TakoX MOKHa 3anigo3puTi y XNONUUKIB Lie B
paHHbOMY AMTAYOMY BiLli 3@ HAABHOCTI MIKPOOPXiAn3-
My (06'em feyok — 1-2 mn), KpunTopxismy Ta/abo
MiKpOneHii.

OcHOBHMMU KniHiYHUMK 03HaKkamm CK € BigCyTHICTb
NMOBHOIO CMOHTAHHOrO CTaTEBOro A03PiBaHHA Ta YacT-
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KoBe abo MOBHe MOpYLUEHHA HIOXY (QHOCMIs/rinocmin)
[10—13]. NigniTKK i LOPOCANi YONOBIKM 3 LM CUHAPO-
MOM MalTb PO3Magu CHY, epeKTUbHY AnchyHKLio,
3HWKEHHS Nibigo Ta 6e3nnigna [14].

Mepwwin reH (ANOST), ineHTdiKOBaHUI AK BigNOBI-
JanbHu 3a po3suToK CK, noKanisoBaHUM y AUCTanbHin
yacTuHi X-xpomocomun (Xp22.3). ANOST (cTapa Ha3Ba
— KALT), kopye Anosmin1, no3akniTMHHWI GiNoK, LWo
3YMOBJIOE KNITUHHY agresito i Bigirpae nposigHy posnb
y npoueci mirpauii HOXOBUX HEMPOHIB | HeNMpoHiB MHPT
[15]. CK, cnpuunHeHniA myTauiaMun B reHi peuenTtopa
dakTopa pocty ¢ibpobnactis-1 (Fibroblast growth
factor receptor 1 (FGFR1)), 3a3Bmualni nepepa€tbca
ABTOCOMHO-AOMIHAaHTHO | MOXe acoLiloBaTCA 3 Nopy-
WeHHAM MopdoreHesy HIOXOBUX LMOYNMH Ta PO3BUT-
kom [T, a TakoX 3 M'A30BO-CKENeTHUMM i YeperHo-
NMNUbOBUMI aHOMasiAMM (BOBYOIO Malleto, areHesi€ro
3y6iB, eHLedaNOKPaHIOKYTaHHUM JTINOMATO30M), CUHA-
pomamu Xaptcoinga, HxekcoHa—Barcca, Mddanid-
depa, octeornodpoHiuHoo Ancnnasieto i TpuroHoueda-
nieto [16].

[o reHiB, myTauil B AKX Npmn3BoaATb o nosasu LI
a6o CK, HanexaTb KAL 1-5, GNRH1, GNRHR, CHD?7, KISS1,
KISSTR, LEP, LEPR, TAC3, TACR3, PCSK1, WDR11 [17], a
TaKoXX HepdaBHO Bigkputi SEMA3F 1a PLXNA3 [18]. Li
reHW perynioTb CUHTE3 BinkKiB, AKi 6epyTb yyacTb y
PO3BUTKY Ta Mirpawii HeMPOHIB, B AKX MiCTUTbCA THPT
(KAL 1-5,CHD7, SEMAS3F, PLXNA3), peryniotoTb cekpeLiito
THPT (KISST, KISSTR, LEP, LEPR, PCSK1, TAC3, TACR3) abo
noro gito (GNRH1, GNRHR) [1].

Ina piarHocTnkn CK BUKOPUCTOBYIOTb 3arasibHOKJII-
HiuHe (30Kpema OLiHKy CTaTeBOro pPO3BUTKY 3a
TaHHepom) [19], ropmMOHanbHe, IHCTPYMeHTanbHe Ta
reHeTMYHe 06CTeXeHHA. Y nauienTiB i3 CK MoXyTb 6yTK
HU3bKi Ta HOpMarnbHi piBHi 6a3anbHux JIT i OCI, Tomy
060B’'A3KOBO NPOBOAATL CTUMYNALiNHY Npo6by 3 aHano-
rom MHPI — TpunTtopeniHom y posi 0,1 mr, AKa gdae€
3MOry oUiHUTY GYHKLiOHaNbHWIA CTaH rinoTanamyca Ta
rinodisa [20].

TecT cTmynAauii 3 NOACBKMM XOPiIOHIYHMM roHafo-
TponiHom (nXI) 3acTocoByloTb MNpoOTArom 6GaraTbox
poKiB Hacamnepepn AnA 3'ACyBaHHA TOPMOHasbHOT
CMPOMOXHOCTI AEYOK, WO Y CYMHIBHMX BUNagKax ono-
cepenKkoBaHO CBiAUMTb NPO il HAABHICTb, @ TaKOX A/A
pocnipkeHHA pedekTiB 6iocMHTE3y TeCTOCTepoHy Ta
noro gii. Tect rpyHTyeTbcA Ha 3gaTtHocTi NXI wnaxom
CTUMynOBaHHA peuenTopa JII 36inbwyBatv cuHTE3
aHAporeHiB y KnitnHax Jlemgura. HopmanbHa Bignosigb
KniTuH Jlemaura y signosigb Ha nXI 3anexuTb Big none-
penHboro BNMBY abo «nparMiHry» roHagoTPONiHIB. 3a

AediunTy roHafoTPONiHIB, XapaKTepHOro AnA nawieH-
TiB 3 LUI/CK, ue npusBene no cnabkoi Bignosiai Tecto-
cTepoHy Ha ctumynayito nXT, AK i Nig Yac cTuMynAayinHol
npo6u 3 MHPI. Takum ynHoM, TecT 3 nXI BUKOPUCTOBY-
0Tb TaKOX AnA AndepeHUinHOT AiarHOCTUKN NauieHTIB
i3 LUI/CK Ta KOHCTUTYLiAHOIO 3aTpuMKolo nybepraTty
[21]. IcHytoTb pi3Hi Mopmdikalii NpoBegeHHs TecTy 3
nXT: Bify KOPOTKOT (3-AeHHOT) NpPobu [0 TeCTy 3 yBEAEH-
Ham x[JTHa 1, 3,4, 8,11, 15, 19-1 geHb [21].

3anponoHoBaHa iHAyKLia nybepTaTy 3 BUKOPUCTaH-
HAM rOHafOTPONIHIB ANA NiKyBaHHA nauieHTiB 3 LI
yepes NOTeHUiNHI nepeBarn gna xnonuukis 3 LI/CK
NMOPIBHAHO i3 3aCTOCYBaHHAM NNLLE NpPenapaTiB TeCcTo-
CTepoHy [22, 23], oCKinbKK 3amicHa Tepania 3a3Hauve-
HYMM FOPMOHaMN CAPUYUHAE N1LIE aHAPOreHi3auito,
Tofi K nikyBaHHA NXI i peKOMOiIHAHTHMM NIIOACHKUM
OCT (p-n®OCT) npr3BoAUTb A0 36iNblUEHHA PO3MipiB
AEYOK, KOpeKLil KpunTopxisMy Ta MiKporneHii, nigsu-
LeHHA PiBHA iHri6iHYy B (ocTaHHE cBigUMTbL Npo nNpo-
nipepadito nonepenHbo Hespinux KnituH CepToni) Ta
CTUMYNALIT cnepmaToreHesy y XJ10N4mKiB NigniTkoso-
ro Biky [23, 24] 3 NOTEHUiHAM MNOAINLIEHHAM ManbyT-
HbOI CeKcyanbHOT i penpoayKTuBHOI GyHKUin [25].
BukopuncToByioTb pi3Hi npoTtokonu nikyBaHHA LI/CK,
30Kpema npoBefeHHA nonepeaHboro OCr-npanminHry
(MoHoTepania p-n®Cl) 3 noganblLo KOMBIHOBaHO
Tepanieto p-nOCT i nXI, moHoTepanito nXI, komb6iHOBa-
Hy Tepanito p-nOCT i nXI Towo. B noganbwomy Takox
BUKOPUCTOBYIOTb OOMOMIXKHI penpoayKTUBHI TEXHO-
norii, a came, eKkcTpakopnopasbHe 3anfigHeHHA,
iHTpauuTonnasmaTuyHy iH’ekuito cnepmn (ICSI) Ta
MIKPOLMCEKLII0 3 eKCTPaKLIiE CnepMaTo30ifiB AEYOK
(Mikpo-TESE). TMopiBHAHO 3 iHWWUMUK XipypriyuHUMM
meTodaMn BUNYYeHHA cnepmu Mikpo-TESE posis
nepesary y nauieHTiB 3 HEOGCTPYKTUBHOI asoocnep-
Mi€lo (Hanpuknag, i3 cnHapomom KnanHdenbrepa),
O TAKOX MOXKHa po3rnAHyTK y yonosikis 3 LII/CK, y
AKMX NiKyBaHHA rOHaAoOTPOMiHAMW He CNPUYMHWIIO
nosABM cnepmu B eAKynATi [26].

3 ornAagy Ha pigkicHicTb i3onboBaHoro UI/CK, Tpya-
HOLLi AiarHOCTUKKN Ta BMOOPY TaKTUKK JliKYBaHHA Le
3aXBOPIOBAHHA CTAHOBUTb 3HAYHUI iHTepecC ana anTa-
UMX eHOOKPWHOSOrIB, reHeT1KIB, YPOnoriB Ta penpo-
JYKTOSOriB.

KNNIHIYHI BUNAOKW
MauieHT 1 — xnonuumk Bikom 16,3 poky. Hapoansca
3 HOpPManbHMMW ANA recTauinHOro BiKy Macolo Tina
(3450T) i 3poctom (53 cm) Ha 40-my rectauiiHomy
TWXHi, Bif BariTHOCTi 3 HOpManbHMM nepebirom.
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Ta6nuys 1

06’em sie4oK 3a AaHnMm Y3/ KanuTku Ha PisHMX eTanax NikyBaHHA

Etan gocnigkeHHsA

06’em npaBoro A€uKa, cm® | 06’em niBoro A€uKka, cm?

[o nikyBaHHA 0,59 0,59
1-n etan: nXI no 750 MO ggiui Ha TekaeHb N2 10 0,45 0,45
2-n etan: p-n®CM* no 75—150 MO Tpuui Ha TXAeHb NpoTarom 1 mic | 0,8 0,95
3-11 eTan: cymil edipiB TeCTOCTEPOHY TpMBaol Aii mo 250 mr 06 0,76

B amnyni, 1/4—1/3 amnynu BHYTPILLIHbOM'A30BO KOXHWX 30 AHiB,

TECTOCTEPOH TPaHCAEPMAJIbHO MO 2,5 I ABiui Ha TVXKAEHDb NPOTATOM 5 MiC

Mpumitka. *p-n®CI — pekombiHaHTHMI Nogcbkuin OCT, poniTponiH-a.

Mopanblumnii ¢isnYHMIA PO3BUTOK — 6e3 BiAXUNEHD Bif,
HOpMM. 3 MPUBOAY XPOHIYHMX 3aXBOPKOBaHb He Cro-
CcTepiraBcs.

Y Biui 16 pokiB nig yac obCTeXXEeHHA KOMiCi€lo Bil-
CbKOBOro KOMicapiaTy BUABIEHO 3aTPUMKY CTaTeBOro
pPO3BUTKY, MiKporeHiTaniam. lNauieHTa Bneple Hanpas-
NEHO [0 eHJOKPUHOIOora.

[Mpn 3BepHEHHI — CKapru Ha 3aTPUMKY CTaTeBOro
po3BuUTKY. CNagKoBiCTb He 0OTAXKEHA, TPaBMU Ta ore-
pauii 3anepeuye. 3pict 169 cm (-0,5 SD), maca Tina
— 44 kr, inpekc macu Tina (IMT) — 15,4 kKr/m?2 (< 3-ro
nepueHTUNA), cTaTypa acTeHiyHa, nponopuinHa.
CrateBun po3BUTOK 3a TaHHepom Il cT.
(F1AX2P20H4,D,|_|3).

3aranbHWI aHani3 KPoBi Ta cedi, 6ioxiMmiuHWiA aHani3
KpoBi — 6e3 natonorii. KicTKoBuUiA BiK 3a pe3ynbTaTom
peHTreHorpammn Kucten — 13 pokiB. YnbTpa3ByKoBe
pocnipkeHHs (Y3[1) KanuTku: rinonnasia sevok (tabn. 1).
Pe3ynbTaTvi FOPMOHANbHOIrO OB6CTEXEHHSA: TUPEOTPON-

HUM ropmoH (TTT), BiNbHUA TUPOKCUH (BT4), BiNbHUN
TPUMOATUPOHIH (BT3) — Yy MeXax HopMuK, GazanbHui
piseHb OCI — 1,08 O4/n (Hopma — 12,5 O4/n), NI —
0,48 O/n (Hopma — 1,5—9,0 O[i/n). MpoBegeHo npoby
3 X' (y go3si 1500 MO ynpogoBx 3 pHiB, 3 gocnia-
MXEHHAM PIiBHA BiIbHOro TECTOCTEPOHY 4vepes 24 rof
nicnA oCTaHHbOI iH'€KUIT). BMICT BinbHOro TectocTepony
He 30iNblUMBCA, LLIO He BiNoBiAac aieKBaTHI Bignosiai
Ha BBefeHHA npenapaty (Tabn. 2). EHGoKprHonorom 3a
MicLileM MNPOKMBAHHA peKoMeHOBaHa KOHCynbTauifa y
MeNKO-reHeTUYHOMY LIeHTpi Ta NlikyBaHHA npenapara-
My nXI'y gosi 750 MO N¢ 10 npoTArom 5 TWXKHIB 3
KOHTponem Y3[] kanuTtkn yepes 6 mic. BUCHOBOK nika-
pA-reHeTnKa: Kapiotun 46 XY.

Yepes 3 mic nignitka ornAaHyB €HOOKPWHONOr B
YKpaiHCbKOMY HayKOBO-NPaKTUYHOMY LEeHTPi eHAo-
KPWHHOI Xipyprii, TpaHCNNaHTauil eHQOKPUHHNX opra-
HiB i TKaHMH MO3 YKpainu. lMauieHT nosigommns Npo
3HWKEHHSA HIOXY Ha TOHKI 3anaxu. QisnyHun Ta cTate-

Tabnuysa 2

OnHamika piBHA TECTOCTEPOHY B KPOBI 3a Pi3HNX MeTOZiB NiKyBaHHA

MNpo6a/nikyBaHHA, TPUBanNicTb

TecTocTepoH 3arafnbHUIA, HMOJb/N
(Hopma — 4,1—32,9 Hmonb/n)

TecToCTepoH BiNbHWIA, Nr/Mn
(Hopma — 1,4—48,2 nr/mn)

Do npo6wn/ |Micna npo6wu/ Oo npo6w/ |Micna npo6wu/
NiKyBaHHA | NiKyBaHHA NiKyBaHHA | NiKyBaHHA
Mpo6a 3 nXI no 1500 MO, 3 gHi 2,01 — 1,1 0,95
Mpo6a 3 nXI 5000 MO, 3 gHi 0,72 0,9 1,36 1,62

Tpueana npoba 3 nXTI: yBeaeHHs nXI no 1500 MO Ha 8, 11
i 15-Ty OOy 3 BM3HAUYEHHAM PiBHA TECTOCTEPOHY Yepe3
24 rof nicna KOXKHOro BBeAEHHHA

9-ta go6a — 0,91

12-Ta poba — 1,69
16-Ta poba — 3,94
19-ta poba — 2,17

9-Ta go6a —1,73

12-Ta poba — 1,92
16-Ta poba — 2,75
19-ta poba — 1,92

p-n®CI no 75 O Tpuyi Ha TXKAEHD, 2 TVXK 0,57 1,11
p-n®CI no 150 O Tpwryi Ha TMXKAEHD, 2 TUX 0,48 1,33
CET 250 mr — 1/4—1/3 amnynu BHYTPiLUHbOM'A30BO 7,15 4,14

KoXKHMX 30 gHiB 4+ TTy A03i 2,5 r ABidi Ha TMXKAEHD,
5 mic

Clinical Endocrinology and Endocrine Surgery / KniHiuHa eHIOKpVHONOriA Ta eHAOKPUHHa Xipypria 4 (76) 2021

55



CLINICAL CASE / KNIHIYHWI BUNALOK

BWIN PO3BMTOK — 6e3 3MmiH. [icns nikyBaHHA npenapa-
Tamu nXT 36iNblIEHHA AEYOK Y po3Mipax He Bigbynocb
(aue.Tabn. 1). 3a gaHnmun Y31 opraHis YepeBHOI MOPOXK-
HMHW [iarHOCTOBAHO KiCTM MPaBOi HUPKK, COSIbOBUN
ZiaTe3. MarHiTHo-pe3oHaHcHa Tomorpadia (MPT) rino-
¢di3a 3 KOHTPACTYBaHHAM BUABUIA HAaABHICTb rinonnasii
HIOXOBMX LMOYNNH.

MposefeHo npoby 3 TpunTopeniHomy fo3i 0,1 Mr: o
npo6w JIr — 0,15 O/n, ®CI — 0,7 O/n, nicna npobwu
yepe3 4 rog makcumanobHuin Bukmg OCI ctaHOBUB
3,1304/n, I’ — 0,66 Of/n, aHTUMIONNEPIB rOPMOH
(AMI) — 12,1 Hr/mn (Hopma — 4,6—6,0 Hr/mn), iHri-
6iHB — 18,7 nr/mn (Hopma — 4,0—352,0 nr/mn). 3a
pe3ynbTaTamy 06CTEKEHHA BCTAHOBMIEHO MOMNepeaHin
giarHos: linoroHagoTponHui rinoroHagnsm. CuHgpPom
KannmaHa?

Y 38’A3Ky 3 nigo3poto Ha CK nauieHTa HanpaBneHo Ha
reHeTuyHe pocnigxeHHa (INGS hypogonadotropic
panel), Ake NiaTBEPAUIO HAABHICTb FEMI3UTOTHOT NaTo-
reHHoi myTauii ANOST p.GIn586.

[na 3'acyBaHHA NoJanbLUOl TaKTUKK NiKyBaHHA Mpo-
BeAeHo 3-geHHy npoby 3 nXI'y go3i 5000 O1/no6y, sika He
NPOAEeMOHCTPYBana NepeKoHNMBOro 36inblueHHA PiBHA
BiNIbHOrO TECTOCTEPOHY B KPOBI (AMB. Tabn. 2), Tomy npo-
BeaeHo Tpusany npoby 3 nXI'y nosi 1500 MO. MNpoby 6yno
NpUNMHeHo Ha 15-Ty Boby y 3B'A3KY 3 OTPMMAHHAM No3u-
TUBHOTO pe3ynbTaTy (36iNbLUeHHA BABIYi BMICTY 3arafbHO-
ro TeCToCTepoHy Ha 12-Ty 0oby i piBHA BinbHOro Tectoc-
TepoHy — Ha 16-Ty noby), ane, 3a gaHumu Y3[1, po3mip
AEYOK He 36inbwmBCcA. Hagani cnoctepiranu 3HUKEHHA
MOKAa3HUKIB BifIbHOTO i 3arasibHOro TeCTOCTEPOHY Ha 19-Ty
[00y A0 NOKa3HUKIB, HVPKYMX 32 HOPMY.

Y 3B'A3Ky 3 BiACYTHiCTIO peakuii Ha nXI xBopomy
6yno nposefeHo nikyBaHHA p-nOCI y noyaTKoBi Ao3i
75 Ol BHYTpPIilHbOM'A30BO (B/M) TpWui Ha TWKAEHb
npotarom 2 Tk, notim — 150 O} Tpuui Ha TUXKAeHb
npoTArom 2 TvK. 3a gaHumm Y3[1, po3mip A€YOK 36ib-
wuecsA (aume. Tabn. 1), ane pieeHb iHribiHy B 3anuwmeca
Ha HWXHin mexi Hopmu (62,7 nr/mn (Hopma —
50—475 nr/mn)), @ BMICT 3arafibHOroO i BiNlbHOro TecTo-
CTepoHy He 36inblwmBcA (auB. Tabn. 2). Yepes 1 mic
nicna nikysaHHA p-nOCT Big3HaYeHO NO3UTUBHY ANHa-
MiKy cTaTeBOro po3BuTKY: FioAXoPo0AsAMss 3a
TaHHepoMm.

3 ornAgy Ha HU3bKy epeKTUBHICTb NpenapaTiB NXT i
p-n®CI, nauieHTy nNpr3HayeHO NiKyBaHHA npenapa-
ToM cymiwi edipiB TecTtocTepoHy TpmBanoi fii no
250 mr B amnyni (CET) y noyaTkoBin fo3i % amnynu
1 pa3 Ha 30 AHIB OQHOYACHO 3 TpPaHCAEepPMasbHO
dopmoto TectocTepoHy (TT) y go3i 2,5 r aBivi Ha TvX-

JeHb Mifg KOHTpOnemM pPiBHA TeCTOCTEPOHY B KPOBi
KOXHUX 30 OHiB.

Mig yac ocTaHHLOro 3BepHeHHA Yy BiUi 17,9 poky
3arajsibHUiN CTaH AUTUHW 3a40BINbHUIA. 3picT — 174,5 cm
(Hopma), maca Tina — 49,5 kr, IMT -16,3 kr/m? (< 3-ro
nepueHTnA). CtateBuin po3BUTOK 3a TaHHepom — |l—
Il cT. (F,AX,P50Ad.sins [ls). OTpumye 3amicHy Tepanito
CET 250 mr no 1/3 amnynu 1 pa3 Ha micAub, @ TakoxK TT
y po3i 2,5 r gBiui Ha TvkaeHb. Ha tni uiei Tepanii Bigby-
naca Hopmarnisauif piBHA 3arafbHOro i BiNbHOro Tec-
TOCTEPOHY BIiANOBIAHO [0 BIKOBUX HOPMAaTUBIB
(auB.Tabn. 2), ane ouikyBaHO Ha Tni 3amicHoi Tepanii
TECTOCTEPOHOM 4epe3 5 mic nikyBaHHA BiA3HauyeHO
3MEHLUEHHA 06'eMy fA€4YOK 3a AaHumu Y3[ KanuTku
(aunB.Tabn. 1), a TaKOX 3HaYHE 3HUXKEHHSA BMICTY B KPOBI
iHribiHy B go 6,9 nr/mn (Hopma — 50—475 nr/mn) 3i
36epexeHHAM HopmasnbHoro piBHA AMIT— 15,25 Hr/mn
(Hopma — 2,61—75,90 Hr/mn).

3a JaHMMWN AEeHCUTOMETPIl, CyMapHUN MOKa3HUK
Z-score CTaHOBUB MeHLUe pedepeHCHOT HopMK anapara
(> -4), Wo cBigUYNTb NPO 3HAYHWUIA OCTEOMOPO3.

MauieHT 2 — xnonuuk Bikom 14,8 poKy, AKUIN Hapo-
AVBCA 3 HOPMasbHOK Macoto Tina Ta 3pocTom ansa 39-ro
recTalifiHOro TWKHA Bif BariTHOCTI 3 HOPMasbHUM
nepeb6irom. 3pocTaB Ta PO3BMBABCA BiAMOBIAHO OO
BiKOBMX HOpPMaTUBIB.

Y BiUi 6 POKIB yrepLue 3BepHYBCA 4O eHAOKPUHOSIOra
3a MicLemM NPOoXMUBaHHA 3i CKapramm Ha 3aTPUMKY CTa-
TEeBOrO PO3BUTKY i HaABHICTb ABOGIYHOrO MaxoBOro
Kpuntopxiamy. He o6cTexkeHniA, NiKyBaHHA He NpU3Ha-
YyeHo.

Y Biui 13 pokKiB 8 MiC KOHCYNbTOBaHUI €HAOKPVHOMNO-
roM MOBTOPHO. 3arafibHUN KAiHiYHWA ornag — 6e3
ocobnusocTen. 3pict — 152 cm (Hopma), maca Tina —
36,5 kr, IMT — 15,5 Kr/m? (Hopma Ana cTaTi Ta BiKy).
BcTtaHoBneHo nonepenHin giarHos: ABOGIYHMIA Maxo-
BUIN KPUMATOPXi3M.

3a JaHUMX TOPMOHASIbHOTO OOCTEXEHHA: TecTo-
CcTepoH 3aranbHU — 0,24 Hr/mn (Hopma — 0,24—
7,50 vr/mn), JIr — 0,14 O/n (Hopma — 0,3—4,4 OLi/n),
OCr — 0,4 04/n (Hopma — 0,44—6,0 O/n).

Y3[l KanuTKK: 03HaKK ABOOGIYHOro MaxoBOro Kpun-
TOpXi3My Ta rinonnasii A€4ok. Npr3HavyeHo NikyBaHHA
nXI no 1500 MO BHyTPIiLWHbOM'A30BO ABiui Ha TMXAEHb
N2 10. Micna Kypcy nikyBaHHA cnocTepirany onyLeHHA
AEYOK Y KANIUTKY.

Y BiUi 14 poKiB OrMAHYTUI OUTAYUM €HLOKPUHOSO-
roMm B YKpalHCbKOMY HAayKOBO-MPAKTUYHOMY LEHTPI
€HOOKPUHHOI Xipypril, TpaHcnnaHTauil eHOOKPUHHMX
opraHis i TkaHnH MO3 YkpaiHw. [MauieHTy BnepLue npo-
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BefieHo npoby 3 MHPI (TpunTtopeniHom) y posi 0,1 mr:
fo npobu NI — 0,22 Of/n, ®CI — 0,4 O4/n, nicnAa
npobu mMakcumanbHuUin BUKng — vepes 60 xB: OCI —
4,28 O/n, JIT — 0,84 O4/n.

Y nBotopigHoro 6pata nauieHTa (Mo niHii maTepi)
BCTaHoOBseHO AiarHo3 [T. NauieHT noBigoMMB NPO HOP-
MasIbHUI HIOX.

3a pesynstatamy MPT rofioBHOro MO3Ky 06'€éMHO-
BOTHMLIEBUX 3MiH He BUABMIEHO, ane AiarHOCTOBAaHO
rinonnasito rinodisa. MauieHTy BcTaHOBNEHO AiarHo3 [T
i Nnpu3sHayveHo Tepanito nXI no 750 MO aBiyvi Ha TWX-
neHb N2 10, Hapani — no 1500 MO aBidi Ha TUXKAeHb
TpuBano.

Y 3B'A3KyY 3 migo3poto Ha CK npoBegeHo reHeTnyHe
pocnipxeHHA (INGS hypogonadotropic panel), ake nia-
TBEPAMNIO Tremi3uroTHy naTtoreHHy MyTauito ANOST
p GIn57, a TakoX BUABWUIO HOCINCTBO reHa y pigHoI
cecTpu Ta maTepi.

Ha MoMeHT 3BepHeHHA y BiUi 14 pokiB 8 mic
3arafibHUM CTaH AWTUHWU 3afO0BiINbHUN. 3picT —
158 cm (-1SD), maca Tina — 42,5 kr, IMT — 17,2 Kr/m?
(<15-ro nepueHTnna). CrateBMin PO3BUTOK BiAMOBI-
pae ll cragii 3a TaHHepom (F1Ax;P,OAs Mg 5). OTpumye
3amicHy Tepanito nXI' no 1500 MO gBiyi Ha TXKAEHb.
MpoTArom oCTaHHbOrO MiCALA BiI3HAaYEHO 36iNbLIeH-
HA FTPYAHUX 3aN103.

MNpoBeneHo nabopaTopHe Ta iHCTPYMeHTanbHe
pocnigKeHHA. bioxiMiuHi NOKa3HUKM KPOBI, 3arafnbHUi
aHani3 KpoBi — 6e3 NaToIoriYHNX BigXuneHb. 3a AaHu-
MM rOpMOHanbHoro ob6ctexxeHHs, JIN < 0,1 Of1/n (Hopma
—1,3—9,8 04/n), ®CI — < 0,1 O4/n (Hopma — 1,5—
12,900/n), ectpagion — 12,25 nr/mn (Hopma — 11,3—
43,2 nr/mn), TeCTOCTEPOH BinbHUI — 5,89 nr/mn (HopmMa
— 2,89—20,38 nr/mn), iHri6iH B — 89,97 nr/mn (Hopma
— 4,0—352 nr/mn), AMI' — 30,4 Hr/mn (Hopma —
1,43—11,6 Hr/mn).

Y3[1 opraHiB YepeBHOT MOPOXHWHM Ta WUTOMNOAIOHOT
3an03u: 6e3 naTonorii. 3a AaHuMn Y3[ Kanutkuy, si€uka,
[0 NiKyBaHHA pO3TallOBaHi B MaxoBMX KaHanax, onyc-
TUIINCA B KaNUTKY.

3a JaHUMX OeHCUTOMETPIl, CyMapHUA MOKa3HUK
Z-score CTaHOBMB -3,6, WO CBiAYNTb MNPO HAABHICTb
0CTeonoposy.

MauieHT nNpPOKOHCYNnbTOBaHUN OGTaNbMOIOrOM.
YcTaHOBMEHO fJiarHo3: rinepmMeTponiyHnin aCTUrMaTn3m
060x oue.

3a noBigoMneHHaAM 6aTbKiB MaLli€HTa, AUTVHA Marna
rinocmito.

Y 3B’A3Ky 3 NOABOI FHEKOMAacCTil XBOPOMY 3MeH-
weHa gosa nXl go 1000 Ol gBivi Ha TMXKAEHDb Ta NpU-

3HayeHo CET 250 mr y posi % amnynu 1 pa3 Ha
MiCAUb, Nif KOHTPONEeM PiBHA TeCTOCTEPOHY, ecTpa-
giony. 3 ornAgy Ha HasABHICTb OCTEONOPO3Y NPU3Ha-
YyeHO npenapaTtv BiTamiHy D 3 KOHTponem BMICTy
25(0OH) BitamiHy D uepes 3 mic i npoBefeHHA feHCu-
TOoMeTpil yepes 6 mic.

MauieHT 3 — XxnonuuK, ABOLOPIAHMIA BpaT Nauien-
Ta 2. Hapogmeca 3 HOpManbHOIO Macolo Tifla Ta 3poc-
TOM Ansa 39-ro rectauiiHOro TWXKHA Bif BariTHOCTI 3
HopManbHUM nepebirom. Y Bili 1 poKy BCTaHOBNEHO
ZiarHo3 npaBoOiYHOrO MAXOBOrO KPUMTOPXi3My.
Mopanblue 06CTEXEHHS i NiKyBaHHA He MPU3HaYanu.

Y BiUi 2 poKiB y 3B'A3KY 3i CKapramm Ha MiKporeHito
Ta rinonnasito A€EYOK OOCTEKEHWI reHeTUKOM (BU3Ha-
yeHo KapioTun 46 XY). Y BiLi 5 poKiB KOHCYNbTOBaHUN
Xipyprom. YcTaHOB/IEHO fiarHO3: NpaBobiYHMIA naxo-
BUA KPUNTOPXi3M, Trinonnasia npaBoro seuyka.
BrvKoHaHO nnaHoBe onepaTuMBHE NiKyBaHHA 3 HU3Be-
JEHHA NpPaBoro Ae€Yyka B KanuTky. Y BiUi 9 pokis y
3B's3KY i3 NiBOGIYHMM MAXOBUM KPUMNTOPXi3MOM Mpo-
Be[leHO HM3BEAEeHHA JiBOro Aeyka B Kanutky. [icna
BMKOHaHHA 060X onepauiil NpoTAroM POKYy fA€YKa
NOBEPHYNNCA B NaXOBi KaHanu.

Y Biui 14 pokiB 9 MiC OrAAHYTUN AUTAYUM €HAO-
KPUHONOrom B YKpaiHCbKOMY HayKOBO-MPaKTUYHOMY
LeHTPi eHAQOKPUHHOI Xipypril, TpaHcnnaHTauil eHao-
KPWUHHKX opraHiB i TkKaHnH MO3 YKpaiHu. 3 aHamHe3y
BiZlOMO, L0 Noro aotopigHuin 6par ([12) mae remisn-
rotHy myTauito ANOST p.GIn57 (puc. 1).

3a pesynbratamy disnKanbHOTO O6CTEXEHHSA: 3picT
— 171,2 cm (Hopma), maca Tina — 61 kr, IMT — 20,8 Kr/m?
(< 50-ro nepueHTuna). CrateBuin po3BMTOK 3a TaHHEPOM
— F1AXx:P,0Ad;,s N5, MNauieHTy Bneple npoBegeHo
npoo6y 3 TpunTopeniHom y gosi 0,1 mr: go npobu OCT
— 0,33 O4/n (Hopma — 0,44—6,0 O4/n), NI —
0,06 O/n (Hopma — 0,3—4,4 Ofi/n), nicna npobu
yepes 2 rog MakcumanbHu Bukug: OCIr — 4,46 Of/n,
Jr — 0,51 O4/n. PiseHb AMI' — 17,23 Hr/mn (Hopma

am

oy ) O
me Oom

ANOS/ p.Gin57

Puc. 1. [eHeanoziuHe Oepeso nauieHmie 2 i 3
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Tabnuus 3

06’em s€4OK 3a faHMK Y3]] KanuTKn Ha Pi3HMX eTanax NikyBaHHsA

Etan gocnigkeHHA MNpaBe Aeuko JliBe f€euko
06’em, cv?® | Po3TaluyBaHHSA O6’em, cm® | Po3TallyBaHHA
[o nikyBaHHA 0,54 Y HWXKHI TPETUHI 0,36 Ha Bxopgi 4O NaxoBOro KaHany
MaxoBOro KaHany

nXTy posi 1500 MO ggiui 0,73 Y Kanutui 0,68 Y cepepHin TPeTVHI NaXOBOro KaHany
Ha TVKIEHD;
yepes 1 mic
yepes 1 pik 1,03 Y Kanutui 0,67 Y Kanutui
yepes 1,5 poky 1,48 Y Kanutui 0,92 Y Kanutui
yepes 2 poKku 2,92 Y Kanutui 0,97 Y Kanutui

— 4,95—144,98 Hr/mn), iHri6iH B — 55,6 nr/mn (Hopma
— 50—475 nr/mn).

3a gaHumm Y3 kanutku (tabin. 3) BUSIBIEHO O3HAKW
[BOOGIYHOro MaxoBOro KPUMNTOPXi3My Ta rinonnasii 06ox
AeYoK. MauieHTy BcTaHOBNEHO fiarHos: T, ABOGIUHUN
MaxoBUIN KpUMTOpXi3m (MpoornepoBaHo 6e3 edekTy),
cnHgpom KannmaHa? lNpusHaveHo Tepanito nXl y gosi
no 1500 MO gaBivi Ha TXAEeHb, 20 iH'eKLiN Nig KOHTPO-
fem piBHA 3arasibHOro TeCTOCTEPOHY Ta PO3MIpiB AEHOK
3a gaHvumu Y3[.

Ha Tni nikyBaHHA npenapatamu nXI uepe3 1 mic
3adikcoBaHO ONyLLEHHA AEYOK Y KanuTKy Ta 36inbLueH-
HA iXHboro o6’emy 3a faHMK Y3[1, a TakKoXK 3pOCTaHHA
PiBHA 3arafibHOro TECTOCTEPOHY (ArB. Tabn. 3, puc. 2).

MNMayieHTy NpoBefeHO TreHeTWYHe [OCNiIKeHHA
(tNGS hypogonadotropic panel). BuasneHo HaAs-
HicTb naToreHHoi myTauii ANOST p.GIn57, ycnagkoBa-
HOI Bif MaTepi-HOCiA, Wo NiaTBEPANNO nonepepHin
aiarHos CK.

3ar. TeCTOCTEPOH, Hr/Mn

2,36
2
1
0,16 0,33
o La
2 4 6 8 10

0

4,59

2,48

12 14 16

micaui

18 20 22 24

Puc. 2. [JuHamika emicmy mecmocmepoHy Ha mJii NiKy8aHHA
nXr

3a JaHMMW AEeHCUTOMETPIl, CyMapHUN MOKa3HUK
Z-score CTAHOBMB -3,4, WO CBIiAYMAO MPO 3HAYHUN
0CTEeoNnopos3.

Yepes 2 poKu NiKyBaHHA MauieHTy 36inblweHO o3y
nXI go 2000 O[] aBivi Ha TKAEHb Nif KOHTPOIEM PiBHA
3arafibHOro TeCTOCTEPOHY Ta PO3MipiB AEYOK 3a AaHU-
Mn Y3[1. 3 ornagy Ha HaABHICTb OCTEONOpPO3Yy NpU3Ha-
YeHO npenapatu BiTamiHy D 3 KOHTpoOnem NoKasHUKIB
25(0OH) BiTamiHy D uepes 3 mic i npoBeileHHA AeHCUTO-
MeTpil uepes 6 mic.

MauieHT 4 — x10NUKK, AKNN HAPOAMBCA 3 HOPMallb-
HOK Macolo Tifla Ta 3pocToM ANnA 39-ro rectauiiHoro
TUXKHA, Bif ApYroi BariTHOCTi 3 HOpManbHUM nepebirom.
Monorv npoBefeHO LWAAXOM KeCcapeBOro pPO3TUHY.
Micna nonoris cTaH AUTUHU GYB CepPenHbOI TAKKOCTI
BHACNiJOK HEBPOMOriYHOT CMMNTOMATUKN. Y pPaHHIN
HeoHaTanbHWI Nepiof 3apeeCTPOBaHO CYyAOMHY rOTOB-
HiCTb, MporpecyBaHHA [AUXanbHOI HeJOCTaTHOCTI.
BcTaHOBNEHO HaABHICTb BPOAXEHOI Bagu PO3BUTKY —
npocToi rinonnasii 060x nereHb. Big HapoaXeHHA fia-
FHOCTOBAHO MiKpOMeHito.

Y Biui 10 mic ycTaHOBNeHO fiarHo3 npaBobiyHOro
NMaxoBOro KpMNTopxi3my i mikponeHii. Pesynbratn Y3/
KanuTKu HaBedeHo y Tabn. 4. Y Biui 1 pik 1 mic ypono-
rOM yCTaHOBMIEHO AiarHO3 peTpaKkLuiHNX AEYOK 3/iBa
Ta Crpas.a, rinonnasii KaBepHO3HMX TiN neHica. Takox
[iarHOCTOBAHO TPaH3UTOPHUIA CYOKAiHIYHMIA rinoTu-
peo3s (TTI — 5,78 mkOAd/mn (Hopma — 0,6—
4,84 mkO[/mn).

Y BiUi 2 pokKiB 6 MicC yneplue rocniTanisoBaHuin ans
0o6CTeXXeHHA [0 eHOOKPUHOMOoriYHoro BiggineHHA
nikapHi «OXMATOWT» 3 npuBogy mikponeHii. Ha
MOMEHT OOCTEXEeHHA s€YKa PO3TallOBYBalnCb Yy
KanuTui. 3 aHamHe3y BifOMO, WO MaLieHT cnocTepira-
etbca B HII nynbmoHonorii 3 npusogy 6poHxoekTa-
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Tabnuusa 4
Pe3ynbtati Y3[1 KanuTKun Ha Thi NiKyBaHHA
Bik JlikyBaHHA, TpuBanicTb ‘ MpaBe Aeuko JliBe Aeuko
be3s nikyBaHHA

10 mic 1,2 X 0,8 X 0,8 MMm, y KanuTui He Bi3yanisyetbca
1 pik 1 mic 10,0 X 4,3 MM, Yy KanuTui 9,3 X 3,4 Mm, y KanuTui
6 POKiB 2 Mic 8,0 X 4,0 MM, Y cCepefHil TpeThHI 6,4 X 3,0 MM, y BEPXHIi1 TPETUHI

MaxoBOro KaHany MaxoBOro KaHany

nXI'y posi 1500 ggivi Ha TMXKAEHb
8 pokiB 3 mic 3 Mic 9,0 X 3,0 MMm, y MaxoBoMy KaHai 6,0 X 2,8 MM, y MaxoBoMmy KaHani
8 pokiB 8 mic 6 mic 10,0 X 3,0 Mm, y naxoBoMy KaHari 13,4 X 4,0 Mm, y NaxoBOMY KaHani
be3 nikyBaHHA nXI

10 pokiB 2 mic 14,0 X 7,0 MMm, Yy KanuTui 20,0 X 10,0 Mmm, y KanuTui
11 pokiB 2 mic 8,0 X 6,0 MM, Y HV/XHIl TPETWHI 14,0 X 9,0 MMm, y KanuTui

MaxoBOro KaHany
11 pokiB 4 mic 8,0 X 5,0 Mm, 6inqa Bxoay B Kanutky 7,0 X 5,0 Mm, y Kanutui

TMYHOI XBOpOOW, IMOBIPHO, BHAC/iAOK BPOMXKEHOI
rinonnasii nereHb, AKY [iarHOCTOBAHO Y Bili 2 POKIiB
3 mic.

fopmoHanbHe pgocnigkeHHsa: TTI — 4,65 mkO/mn
(Hopma 0,7—5,97 mxO[l/mn), BT4 — 1,45 Hr/pn (Hopma
— 0,96—1,77 wr/pn), ®CI — 0,266 OLi/n (Hopma —
0,25—1,92 Of/n), NI < 0,1 O4/n (Hopma 0,032—
1,03 O[l/n), TectocTepoH 3aranbHuin — < 0,025 Hr/mn
(tabn. 5).

MpoBeneHo TpuaeHHy npoOy 3 nXI'y fosi 1500 Of/m*
BMIiCT TeCTOCTEPOHY nicna npobum He 3MiHMBCA
(< 0,025 Hr/mn). Hapgani BukoHaHo npoby 3 TpunTopeni-

HOM Y f03i 0,1 Mr: MakcumanbHuM BUKMg vepes 1 rog JTI —
0,733 04/n, ®CI — 2,32 Of1/n. Lle cBigumno npo HasBHICTb
IT. Mpwn3HayeHo nikyBaHHA CETy go3i 250 mrno 1/5 amny-
NN BHYTPILLHBOM'A30BO 1 pa3 NpoTAromM 6 MicALiB.

Y BiUi 6 poKiB 6 Mic 06CTeXXeHNIA MOBTOPHO Y NiKapHi
«OXMATIONT». Ha MOMEHT 06CTeeHHsA 3picT— 121,5 cm
(Hopma), maca Tina — 19 kr, IMT — 12,9 kr/m? (< 3-ro
nepueHTmnA). CrateBuin po3BUTOK Bignosiaas | ctagii 3a
TanHepom (F1Ax,P,O0A — BigcyTHi B Kanutui OI12,5).
Mpn ornagi Aeuka B KanuTui He ManbnylTbCA. 3a
pe3ynbraTaMy OOCTEXEHHA Y TreHeTUKa BUABNEHO
KapioTtun 46 XY.

Tabnuusa 5
JnHamika BMicTy 3arafbHOro TeCToCTepoHy
Etan pgocnig»xeHHA Bik TecTtocTepoH
3arafibHUM, Hr/mn

[o nikyBaHHA 1 pik 1 mic < 0,025

[o nikyBaHHA 2 poKM 3 Mic <0,07

[lo nikyBaHHA 2 pPOKM 6 MiC < 0,025

CET 250 mr y go3i 50 mr 1 pa3 Ha micAub 6 mic 3 poKu 2 Mmic 0,175

be3 nikyBaHHA 5 pokis < 0,025

be3 nikyBaHHsA 6 pokiB 1,11

bes nikyBaHHsA 6 poKiB 6 MicC < 0,025

o nikyBaHHA nXI' 8 pokKiB 2 Mic <0,15

Micna nikysaHHA nXI"y go3i 1500 npotarom 10 mic 8 pokiB 3 mic 0,19

nXI' no 1500 ABivi Ha TVXKAEHD: 8 pokiB 4 mic < 0,025

NPOTArom 3 Mic

NPOTArom 6 Mic 8 pokiB 8 mic 0,106

npotArom 1 poky 8 mic 9 pokiB 11 mic <200

be3 nikyBaHHA 11 pokis 4 mic < 0,025
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lopmoHanbHe pocnigxeHHa: TTI, BT4 — y mexax
HOPMMU, TECTOCTEPOH 3aranbHuii — < 0,025 Hr/mn, AMI
— 0,45 Hr/mn (Hopma — 48—83 Hr/mn), iHri6iH B —
< 2,6 nr/mn (Hopma — 40—630 nr/mn).

NMoBTOPHO BUKOHAHO MNpoby 3 TPUNTOPENiHOM
y posi 0,1 mr: go npo6bu OCI' — < 0,1 Ofi/n (Hopma
— 0,25—1,92 OA/n), NI — < 0,1 O4/n (Hopma —
0,032—1,03 Oi/n), nicna npo6bu yepes 1 rog Makcu-
manbHun Bukng OCI ctaHosus 1,64 OO/n, JII —
1,59 Of/n.

MauieHT KOHCYNbTOBAHUN HEBPOJSIOrOM, AKUN yCTa-
HOBMB fiarHO3: MiHiManbHa Mo3KoBa AWCOYHKUIA 3
rinepakTUBHICTIO, 3HUXKEHHA YBaru, eMoLinHO-BO/IbOBA
He3pinicTb. BUCHOBOK Ncuxonora: TPMBOXHUM PO3Nag i
po3nag MOBHOI apTUKynALii.

3a micuem NpoXkMBaHHA Y Bili 8 poKiB 2 MiC NauieHT
OTpYMYyBaB NPO6He NikyBaHHA Npenapatamu Xl y fosi
1500 MO Ne 10. 3a faHMMWU FTOPMOHANbHOIO [OCNIA-
MeHHA, BMICT TeCTOCTEPOHY MiCNA NiKyBaHHA CYyTTEBO
He 3MiHuBCcA (anB. Tabn. 5).

Ha MOMEHT MOBTOPHOro OOCTEXEHHSI B NiKapHi
«OXMATOWT» y Biui 8 pokiB 3 mic 3pict — 127,3 cm
(Hopma), maca Tina — 21 kr, IMT — 13 kr/m? (< 3-ro
nepueHTnNA).

bioximiuHWIA Ta 3aranbHWiA aHani3 KpoBi — 6e3 Bif-
XuneHb Big HopMmu. lopMoHanbHe 4OCNiIAXKEeHHA BUABK-
no Hu3bKi nokasHukm OCT, JTT, 3aranbHOro Tectoctepo-
Hy (gws. Tabn. 5), TTT — 0,885 mkO[/mn (Hopma —
0,6—5,97 mkOO/mn), BT4 — 1,35 Hr/gn (Hopma —
0,96—1,77 ur/pon).

Mpn petanbHOMYy OMUTYBAHHI MauieHTa 3’ACOBaHO,
Lo BiH, oro matn Ta 6abyca He BiguyBaloTb 3anaxis.
Crapwmin 6paT naljieHTa 30OpPOBUNA.

MpoBegeHo MPT opraHiB Manoro Tasa i yepeBHOI
NOPOXHWHW. B naxoBomy KaHani cnpaBa BUABMEHO
CTPYKTYPY, WO Haragye A€4Ko, po3mipom 12X7x15 mm.
Y #inAHUi NiBOro NaxoBOro KaHasy AE€YKO YiTKO He Bi3y-
ani3yeTbcaA, NMOBIPHO, TiMonnasoBaHe, BUABNEHO TAX
pPO3MipoM 12X3—4 MM. Y NOPOXHUHI Manoro Tasa i
3a04YepeBNHHOMY MPOCTOPI AOAATKOBUX YTBOPEHDb He
BuABNeHo. OpraHun YepeBHOI NOPOXHNHN 6e3 naToso-
rYHNX BiAXWEHbD.

3a pe3ynbTaTammn 06CTeXXeHb ycTaHoBneHo CK, Tpe-
TUHHWI TiNOroHaAu3M, aHOCMIl0, ABOOIYHUI NaxoBUN
Kpuntopxi3m. MNauieHTy pekomeHgoBaHo Kypc nXl no
1500 O[] gBivi Ha TkAEeHb NpoTArom 3 mic. Micna noro
3aBepLUeHHA Y Bili 8 pokKiB 8 mic npoBeeHe KOHTPOJIb-
He obcTexeHHa: TTI — 5,8 mkOl/mn (Hopma — 0,6—
4,84 mkOO/mn), BT4 — 1,24 wr/gn (Hopma — 0,97—
1,67 Hr/on), Hu3bKi nokasHuku OCI, JII, 3aranbHoro

TeCcToCcTepoHy (amB. Tabn. 5). MNpu nanbnauii Aeyka B
KanuTui He BU3HavaloTbCa (QMB. Tabn. 4).

MauieHTa npokoHcynbTyBaB Xipypr. Y Biui 9 pokis
nposefeHo ABOBGIYHY OpXiNeKcito 3 HaCTYMHUM NiKy-
BaHHAM npenapatamu nXI y posi 1500 Of
BHYTPILUHbOM'A30BO ABiYi Ha TMXKAEHb MPOTArOM POKY.
Ha Tni Tepanii yepe3 11 mic npoBeAeHO KOHTPOJSIbHE
ropMoHanbHe [OCNigXKeHHA: 36epeXeHHA HU3bKMX
nokasHukis OCI, JII, 3aranbHOro TeCToCTepoHy (AMB.
Tabn. 5), AMI — 1,30 Hr/mn (Hopma — 5,02—140,06 Hr/mn),
iHri6iHy B — < 2,6 nr/mn (Hopma — 35—170 nr/mn), a
TakoXK nomipHe nigsuweHHA TTI go 6,08 mkOL/mn
(Hopma — 0,3—5,5 MkOL/mn).

Y Biui 10 pokiB uyepes 2 poku Tepanii nXI 3'asunmco
cynomu. [liarHOCTOBAHO CMMMTOMATUYHY eninencito
(Npr3HayeHo NpPOTMCYROMHI npenapatn). JlikyBaHHA
nXl npunuHeHe. Hagani cynomu He 3adikcoBaHo.

[MpoTArom XMTTA NaLieHT cnocTepiraBca NysbMOHO-
NOroMm 3 NPUBOAY BPOOPKEHOT KiCTO3HOT rinonnasii 06ox
nereHb, 6POHX0EKTaTUUYHOT XBOPOOU, 3MillaHNX GPOH-
X0eKTa3iB 060X nereHb.

Y BiUi 11 pokiB 2 MiC ropmoHanibHe OOCTEXEHHS
BuABWNO rinotupeos (TTI — 13,5 mcO[/mn (Hopma —
0,28—4,3 mkOO/mn), BT4 — 1,58 Hr/gn (Hopma —
1,1—1,7 wr/gn), ATNO — 9,3 mOA/mn (Hopma
< 18 mO[l/mn), a Takox 36epekeHHA BTOPUHHOTO Firno-
roHagusmy (HusbKi nokasHukn OCT, JII, BinbHOro Tec-
TOCTEPOHY) Ta AiarHOCTUUYHO He3Hauylle MiABMLLEHHA
nNponakTuHy Ao 29,3 Hr/mn (Hopma — 2,3—22,3 Hr/mn).
3 ornAagy Ha NepPBUHHUN TiNOTMPEO3, PO3NoYaTo Npu-
oM NiBOTUPOKCUHY B A03i 25 MKr/no06y.

Ha MOMEHT NMOTOYHOro 3BEPHEHHA AUTUHMK Y BiLi
11 pokiB 4 mic 3pict — 146 cm (Hopma), maca Tina —
32 kr, IMT — 15 Kkr/m? (< 15-ro nepueHTunaA). CtateBuin
po3BuToK — Il cT. 3a TaHHepom (F;Ax;P,0A — BigcyTHi
B KanuTui AM4s). Mpuinimae niBOTUPOKCUH No 25 MKr
LOAEHHO, a TAaKoX BasbnpoeBy Kucioty no 300 mr
ABiyvi Ha poby.

Mpy o6CTeXeHHi BUABMEHO 3HWXEHHA BMICTY B
KpoBi ioHi3oBaHOro kKanbuito go 0,73 mmonb/n
(Hopma — 1,09—1,35 mmonb/n), 3aranbHOro Kalb-
uito go 1,83 mmonb/n (Hopma — 2,18—2,60 mmonb/n),
napatropmoHa — 6,49 nr/mn (Hopma — 15—65 nr/mn),
nigsuweHHAa pisHAa ¢docdopy po 2,91 mmonb/n
(Hopma — 1,21—1,94 mmonb/n) Npu HOPManbHUX
nokasHmkax nyxHoi ¢ocartasm ta 25(0OH)D. Bmict
y Kposi TectoctepoHy, OCI, JIl — cTano HM3bKuUn
(amB. Tabn. 5), BT4 — 1,19 Hr/pn (Hopma — 0,97—
1,67 vr/gn), TTI — 9,24 mkOJ/mn (Hopma — 0,6—
4,84 mxkOl1/mn).
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3a gaHumun Y3[l, npaBe A€UKO po3TalloBaHe 6ins
BXOAY B KanuTKy, NOro pO3Mip 3MeHLIeHW (avB. Tabn. 4).

MNauieHTy BigHOBNEHO Tepanito npenapaTtamu Xl no
1500 O[] ABivi Ha TM>KAEHb TPUBAJIO, a TaKOX 36inbLue-
HO [03Y NiIBOTUPOKCKHY Ao 37,5 MKr/poby. 3 ornagy Ha
HaABHICTb rinonapaTMpeo3y Ta rinokasnbLieMilo XBOPO-
My Mpr3HayeHo anbdakanbuigon no 0,5 MKr WwWogeHHo,
npenapaTtn Kanbuito B fo3i 2000 mr/noby nig KoHTpo-
NemM NOKa3HUKIB KanblLito.

Mpu reHetnuHomy pocnigkeHHi (tINGS hypogon-
adotropic panel) BuABneHo retepo3nroTHy myTaLiio B
reHi FGFR1 p.Asp60_Asp69del.

3a gaHnmn MPT ronoBHOro Mo3Ky, BUABAIEHO AiNAH-
KW 3MiHEHOTO CUrHany Ha piBHi 6a3anbHKX saep, 3MiHK
B AiNAHUi onbGaKTOPHMX AMOK, 3HAYHYy acMMeETpIto
o6’emy rinokamna D <'S, aTpodiuHi 3miHM npaBopyuy,
o xapaktepHo gna CK.

OBroBOPEHHA

OnuncaHo Bunagkm LII/CK yHacnigok myTauin y reHax
KALT ta FGFRT y 4OoTMpPbOX XJIOMYMKIB 3 TPbOX CiMeNn.
Y BCix MauieHTiB 3arajlbHUM CUMNTOMOM 6yB MiKpoop-
Xiin3m, aHoCMiA yuM rinocmis, a y nauieHTiB 2—4 6yB
HaABHMWI TAaKOX ABOGIYHWIA NAaXOBU KPUNTOPXi3M.

NBoe nauieHTiB (M2-MN4) 6ynn gsotopigHuMmn bpa-
TaMmu. TeHeTMYHa AiarHoCTMKa nigTBepAuna remisu-
rotHy myTauito ANOST p.GIn57 y obox, ycnagkoBaHy
Bid IXHIX maTepiB — pigHMX cectep. Ycnagkysana
myTauito B reHi ANOST TakoX pigHa cecTpa gpyroro
Maui€HTa, WO € NiACTaBOK ANA MegUKO-FreHETUYHOro
KOHCYNbTYBaHHA MpW MAaHyBaHHi Hel BariTHOCTI B
ManbyTHbOMY.

Micna npu3HaveHHA nikyBaHHA npenapaTtamu nXIy
naui€eHTiB 2 Ta 3 cnocTepirany NO3MTUBHY BiANOBIAb Y
BUIMNALQI ONYLIEHHA AEYOK Yy KanuTKy Ta 36inblueHHA
piBHA TecTocTepoHy. OgHaK yepes noABy riHeKOMacTil
y nauieHTta 2 po3a nXI 6yna 3MeHLleHa Ta JOAATKOBO
npu3HayeHo CET. liHeKomacTia Ta epUTpOLMTO3 ONnunca-
Hi AK nobiuHun edekT Tpusanoi Tepanii nXl [27], Tomy
CNif, KOHTPONOBaTU pPiBEHb CUPOBATKOBOMO TeCTOCTe-
POHY, reMaTOKPUTY Ta eCTPagiony KOXKHUX 4—6 TUXK 3
METOI0 TUTPYBaHHA [03M Npenapaty AnAa JOCATHEHHA
onTMManbHoro epekTy [27].

JlikyBaHHA npenapatamn nXI y nauieHTiB 1 Ta 4 He
CNPUYMHMNO 36iNbLIEHHSA PiBHA TECTOCTEPOHY i PO3Mi-
pY A€YOK, WO CTano nigcTaBoto AnAa Npu3HaUYeHHs Niky-
BaHHA p-nDCl y nauieHTa 1, Ake cnpmano 36inbleHHI0
pO3Mipy AIEYOK Ta BMICTy B KpOBiI iHribiHy B, ane He
piBHA TecTocTepoHy. ToMmy oMy [OAAaTKOBO MpuU3Ha-
UMM 3aMiCHY Tepanilo npenapaTtaMmy TeCTOCTEPOHY

(CET, TT), wo cnpuano HopMmarisauii BMIiCTYy B KpPOBI
TECTOCTEPOHY 3 OAHOYACHUM 3MEHLUEHHAM 06'emy
AEYOK Ta PiBHA B KPOBI iHribiHy B. HaABHicTb TaKkumx
03HaK B aHaMHe3i, AK KpUnTopxiam, nepeanybepTaTHUiA
06’eM A€YOK (< 4 M), HU3bKa KOHLEHTpauif iHribiHy B
y CUpOoBaTLi KPOBi, ON1CaHi AK HeraTuUBHI NpeanKkTopu
BigNOBIdi Ha CcTMMmynioBanbHe nNikyBaHHA [28], ane y
BUNaAKy nauieHTiB 2 i 3 nikyBaHHA nXI BuMABMNOCA
YCRilWHMM, He3BaXatum Ha HaABHICTb MIKPOOPXign3my
i KpunTopxi3my, y nauieHta 1 nikysanHA p-n®CI Ta nXl
6yno HeepeKTVBHMM Yy pasi n1LLe Manioro 06’emy A€YOK.
Lle ¢BigunTb Npo Te, WO MiKpoOpXian3m cam no cobi
MOXHa POo3rnagaTh AK HECMPUATIMBUN YNHHUK Y fe-
AKUX NaLieHTIB, WO cynepeynTb ony6nikoBaHUM paHi-
we gaHmm [29]. OTKe, HAABHICTb «MEPBUHHOIO» TiMoro-
Hagn3My He MOXKHa 3anepeunTy y Maui€eHTIB, AKi He
BiAMNOBIAaloTb Ha NiKyBaHHA NpenapaTtamu MHPT npu CK
[30]. Tomy gna nauieHta 1 Ta, AMOBIpHO, 4 ANA JocAr-
HeHHs GepTUNbHOCTI ePEeKTUBHUM MOXe BUABUTUCA
3aCTOCYBaHHA AOMOMI>KHMX PENPOAYKTUBHUX TEXHOSO-
rin (ICSI, mikpo-TESE).

Y TpbOX NaUi€EHTIB TaKOX BUABNEHO eKCTpareHitasb-
Hy MaToOJIOrilo, @ CaMe: ypa)KeHHA HMPOK (KicTa npaBoi
HUPKK Ta CONeBUIA fiaTe3 y NauieHTa 1), yparkeHHA ouel
(rinepmeTponiyHMn acTUrMaTM3M Yy MauieHTa 2), ypa-
»KEHHA AuxanbHol cuctemu (KicTo3Ha rinonnasia o6ox
nereHb, 6POHX0OEKTATUYHA XBOPOOa, 3MillaHi 6GPOHXO-
eKTa3n 060X fiereHb, rinonapaTnpeos, rinoTMpeos) Ta
eninencia y nauieHta 4 (MOXNMBO, AK HaCNigoK rino-
KanbLiemir).

Tpo€e nauieHTiB MannM 3HAYHWA OCTEONOopO3 3a
pesynbratamn geHcutomeTpii. Bigomo, wo B ymoBax
AediunTy TeCTOCTEpPOHY MiABULLYETLCA pe30opobuis Kic-
TOK, 3HVKYETbCA LWBUAKICTb PpOpPMYyBaHHA KiCTKOBOI
TKaHWHK, WO NiABULLYE CXWUIbHICTb OO MNepesiomis.
HaBiTb 3a yMOBU HeTprBanoro Aediuuty TeCTOCTEPOHY,
30Kpema y pasi HecBoevacHoOro fiarHoctyBaHHA CK i
NiKyBaHHA rinoroHagmn3my, Moxe nigsuLLyBaTUCA PU3MK
po3BUTKY ocTeonopo3y. MauieHtam i3 CK cnig nposo-
ONTN CKaHYBaHHA LWiNbHOCTI KiCTKOBOI TKAaHWHU He
MEeHLLe OfHOro pasy Ha 5 poKiB, HaBiTb AKLWO BOHU
nepebyBaloTb Ha MOCTINHIA 3aMiCHII FOPMOHasbHIl
Tepanii [31].

Yci nayieHTV Manu NOpyLeHHA HIOXY, BUABNEHe Y
nauieHTiB 2 i 3 nnwwe Nig Yyac feTasnbHOro ONUTYBaHHA
nicnA OoTPUMaHHA pe3ynbTaTy reHeTUYHOro aHanisy.
MNaToreHe3 aHOCMIT Ta rinocmii NoB'A3aHMI 3 BigCYyT-
HiCTIO HIOXOBOI LMGYNMHK abo i HegoCTaTHIM PO3BU-
TKOM [32]. Y nauieHTa 1 Ha noyaTKy obcTeXKeHHs Byna
CKapra Ha 3HWXEeHHA HIOXy Ha TOHKIi 3anaxu, a 3a
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pesynbtatamm MPT rino¢isa 3 KOHTpacTyBaHHAM Yy
nauieHTiB 1 i 4 giarHOCTOBAHO TiMNOMa3silo HIOXOBUX
LMoynuH.

Y nauieHTa 4 BnABNeHo myTauito B reHi FGFR1, ana
AKol, Kpim UI/CK, onncaHo iHWwi Bagn po3suTtky [33],
KOZHOI 3 AKMX Y Naui€eHTa He 6yno, ane BUABMEHI Taki
TAXKI CYMYTHI 3aXBOPIOBAHHSA, AK BPOAXKEeHa MaTonoria
NiereHb, rinonapatupeons, rinoTMpeos Ta eninencia.
B nitepatypi € onmuc nauieHta 3 UI/CK 3 myTauieto
FGFR1, AKniA MaB TakKoX OCTeOornodOHiYHy Ancnnasito
Ta nomep y BiuUi 28 pokis (imoBipHO, Big Tpomb6oembo-
nii nereHeBoi apTepii B pe3ynbTtaTi TpMBanoi immobini-
3auji). Mioro 6aTbko nomep y BiLi 59 pokis Bif pecnipa-
TOPHOT HEAOCTATHOCTI, @ 6paT — Y BiLi 24 pokiB Bif
nHeBMOHII [34]. OTXe, TAXKKe ypaXKeHHA AuXanbHOI
CMCTEMU OMMCAHO Y MaLieHTIB 3 myTaui€lo FGFRT Ta
Lr/CK.

Mepe6ir UI/CK y nauieHTa 4 nogibHWiA fo Takoro y
nauieHTa 1, oCKiNbKM B 060X BUMagKax NO3UTUBHOI
ANHaMIKK Ha NikyBaHHA npenapatamy nXl He cno-
CcTepiranu (HM3bKa KOHLEHTpauia TeCTOCTepOHy Ta
MiKpoopxign3m). 3 ornagy Ha BiACYTHICTb peakuii Ha
nikyBaHHA nXIy nauyieHTa 4 gouinbHe 3aCTOCyBaHHA
npenapaTis p-nOCl 3 MOHITOPUHroM edpeKTUBHOCTI,
X0Ya HafABHICTb 3HAYHOIO MIKPOOPXiAn3my, KpUnTop-
Xi3My, HM3bKWIA piBeHb AMI Ta iHribiHy B, He3apo-
BiNbHa BignoBiab Ha nikyBaHHA nX[ ceigyaTb npo
BKpan HeCnpuATAUBUIA MPOrHO3 3aXBOPIOBAHHA Yy
LMX XBOPUX.

BUCHOBKWU

CuHppom KannmaHa € pigKiCHUM reHeTUYHUM 3aXBO-
PIOBaHHAM 3 MOPYLUEHHAM PENPORYKTUBHOI GYHKLIT.

Ona ceoeuacHoro BuaBneHHA CK cnig obctexysaTn
XJIOMYUKIB 3 O3HaKaMy 3aTPUMKK CTaTeBOro A03piBaH-
HA, MIKPOMEHIE Ta KPUNTOPXi3MOM LOAO HAABHOCTI
LI a6o CK.

JlikyBaHHA xBopux i3 CK cnig nounHatm Bigpasy
nicnA BCTaHOBJIEHHA AiiarHO3y 3 BUKOPUCTaHHAM npe-
napaTiB roHagOTPOMHUX FOPMOHIB. BigcTpoueHe niky-
BaHHA npu CK Moke npur3BecTn 0 PO3BUTKY 6e3nnij-
[A, 0CTeonopo3y i NaToNOriYHNX NepenoMiB.

OcHOBHO Npobaemoto y NikyBaHHI NaLi€HTIB i3
CK e BapiaTuBHiCTb BignoBigi Ha ropMOHanbHy Tepa-
nito, 30Kpema 3a pi3HMX BUABIB 3aXBOPIOBAHHA.
Ina nauienTiB 3 BigCyTHIiCTIO edeKTy Bif cTaHZapT-
HOI TOPMOHaNbHOI Tepanii MOXIUBMM 3acobom
[OCATHEHHA GepTUNbHOCTI € 3aCTOCYBaHHA JoMo-
MiXHUX penpoaykTuBHux TexHonorin (ICSI i/a6o
Mikpo-TESE).

KoHpnikm inmepecie. Aemopu nogidomsstomse npo gio-
CYmHicms KOHGIIKmy iHmepecis i hiHaHco8oi 3auikasie-
HOCMI y HanucaHHi cmammi.

Yuacme aemopis: koHuenuyia i ou3alH 00C/1iOXeHHS,
o0bpobka mamepiany — €. B. [noba, H. b. 3eniHcbka;
36ip mamepiany — €. B. [no6a, H. b. 3eniHcbka, B. A. €EHeo-
eamoaga, O. A. Xopowas, H. J1. [loeadaesa; HanucaHHs
mekcmy — €. B. [no6a, H. b. 3eniHceka, I. O. [lepemameko;
pedazysaHHsa mekcmy — H. b. 3eniHcobka.
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PE3IOME
Bpoa»KeHui rinotanamiyHui rinoroHagnsm —
cnHgpom KannmaHa y xnonuukiB. KniHiuHi Bunapgkun
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"YKpaiHcbkul Hayko8o-npakmuyHul yeHmp eHOOKPUHHOI
Xipypeil, mpaHcnnaHmauii eHOOKPUHHUX OP2aHi8 i MKaHUH
MO3 YkpaiHu, Kuis

2KomyHasnbHe HekomepuyitiHe nionpuemcmaeo «Micbka KniHiYHa
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3HACTT «<OXMATAUT», Kuis
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LeHTpanbHuin rinoroHagmsm (LN — pigkicHe 3axBo-
ptoBaHHA. TpannaeTbca 3 yactoTtoto 1: 8000 y KiHOK Ta
1:4000 y yonosikis. ¥ 60 % sunagkis LI cnpnunHeHnin
cnHgpomom KannmaHna (CK), wo xapakTepusyeTbcA
NOEAHAHHAM TiNOroHagOTPOMHOrO riMOroHagM3mMy 3
NopyLIeHHAM HioXy (rinocmia abo aHocMis).

Meta po60Tu — BUBYNTU KIiHIYHi OCOONMBOCTI Ta
npuHuunu giarHoctukn CK/UT, ouiHuTh edbeKTMBHICTb
Pi3HNX MeTOAIB NiKyBaHHA.

Marepiann Ta metogu. OnuncaHo 4 sunagku LII/CK
i3 Tpbox cimen. Ana nigteepaxeHHAa CK BUKOpUCTaHO
nabopaTopHe Ta iHCTPYMeHTaNlbHe OOCTEXEHHS.
l[eHeTnYHy HiarHOCTUKY NpoBedeHO 3a [OMOMOrol
TapreTHOro CeKBeHyBaHHA HACTYMHOrO MOKOMIHHA
(tNGS hypogonadotropic panel).

Pesynbratu. Y nadientis 3 LI /CK cnocrepiranu wupo-
KU CNEKTP KNiHIYHMX CMMMTOMIB ypaXeHHA CTaTeBOl
cmcteMm (MiKpOnMeHis, KpUNTOpXi3m, MiKpoopxiansm), Aki
3'ABMNNCA B Pi3HOMY BiLi. Y TPbOX NaLi€HTIB BUABNEHO
eKCTpareHiTasnbHy NaTONOTi0 — YPaXKeHHA HUPOK, OYel,
ANXanbHOI cMcTeMu, rinonapaTMpeos, rinoTupeos Ta
eninencito. Bci nauieHT Manu NopyLIeHHA HIOXY, AKe Jia-
FHOCTYBanM y ABOX 3 HMX NuwWe nifg 4yac AeTanbHOro
ONUTYBAHHA NiCNA OTPUMAHHA Pe3ynbTaTy reHeTUUYHOro
aHanisy. B ycix naujieHTiB 3a pe3ynbratamm npobw 3 Tpun-
TopeniHom y po3i 0,1 mr nigrBepgkeHo pgiarHos L.
Y naui€eHTiB, AKMM NPOBENU AEHCUTOMETPII, BUABNEHO
3HAYHUM OCTEOMNOpPO3. Y TPbOX MALIEHTIB FEHETUYHE
JOCNIIKEHHA NIATBEPAWIO HAABHICTb TFeMi3UroTHUX
naTtoreHHux myTauin y redi ANOST, B ogHOro — retepo-
3UroTHOI MyTauil B reHi FGFR1. MNicna nikyBaHHA npena-
paTamu XopioHiYHOro roHagoTponiHy (nXl) y oBox naui-
€HTIB CMOCTepirany Mo3WTMBHY BiAMOBIAb (ONyLeHHA
AEYOK Y KaNUTKY, 306ifblUeHHA PIBHA TECTOCTEPOHY Ta
06’emy A€YOK). Y peLuTn NauieHTiB NikyBaHHA npenapa-
Tammn nXI 6yno HeepeKTUBHMM, TOMY AOLINbHAM METO-

LOM Tepanii Moke OyTr 3aCTOCyBaHHA PeKOMOIHAHTHOIO
nmogcbkoro OCT (p-n®CI) y Burnagi npanmiHry, Hagani
— B KoMbGiHauii 3 nXI' nig KOHTponem niKyBaHHs.
HaaBHICTb BUpaMeHOoro MikpoopXiansmy, KpUntopxismy,
HU3bKWUI PiBEHb aHTMMIOINIEPOBOrO MOPMOHa Ta iHribi-
Hy B i He3agoBinbHa BiANOBIAb Ha NonepeaHe NikyBaHHA
nXI ¢cBigunTb NPO BKpam HECMPUATAUBNIA MPOrHO3 WoJ0
nepebiry 3axBoptoBaHHA. [Ina gocarHeHHA GepTuibHOC-
Ti y geaknx nauienTis i3 LII/CK moxxnuee 3acTtocyBaHHA
JOMOMIPKHUX PenpOAyKTUBHUX TEXHONOTIN.

BucHoBKkn. OCHOBHOIO Npo6nemoro y niKyBaHHi
nauieHTiB i3 CK € pi3Ha BigNoBigb Ha rOpPMOHanbHYy
Tepanito, 30Kpema 3a Pi3HUX BUABIB 3aXBOPIOBaHHA.

KniouoBi cnoBa: cvHgpom KannmaHa, LeHTpanbHuin
rinoroHagmn3m, aHOCMif, reHeTUYHA AiarHOCTVKA, Kpuy-
TOPXi3M, NiKyBaHHA.

ABSTRACT

Congenital hypothalamic hypogonadism —
a Kallmann syndrome in boys. Clinical cases
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Central hypogonadism (CH) is a rare disease that
occurs with a frequency of 1:8000 in women and
1:4000 in men. In 60 % of cases of CH, it is caused by
Kallmann syndrome (KS) — a disease in which
hypogonadotropic hypogonadism is combined with
olfactory disorders (hyposmia or anosmia).

Aim — to study clinical features, principles of
diagnosis of CH/KS and evaluation of the effectiveness
of various treatment.

Materials and methods. 4 cases with CH/KS from
three families had been described. Laboratory and
instrumental investigations were used to confirm the
KS; genetic diagnosis was performed using targeted
next-generation sequencing (tNGS hypogonadotropic
panel).

Results. Patients with CH/KS had a wide spectrum
of genital disorders (micropenia, cryptorchidism,
microorchidism), which appeared at different age.
Extragenital pathology was found in three of four
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patients: namely disorders of kidney, eye, respiratory
system, hypoparathyroidism, hypothyroidism and
epilepsy. It should be noted that all patients had
olfactory disorders, which appeared in two of them
only during a detailed survey after receiving genetic
testing. In all patients, the diagnosis of CH was
confirmed by the test with triptorelin 0.1. Also, all
patients who underwent densitometry were found to
have significant osteoporosis. In three patients,
genetic testing confirmed hemizygous pathogenic
variants in ANOST gene, while in one patient a
heterozygous variant in FGFR1 gene was confirmed.
After treatment with chorionic gonadotropin (HCG),
two patients responded positively, with a descent of
the testicles into the scrotum and an increase of
testosterone level and testicular volume. However, in
the other two patients there was no positive trend in

Jama HaoxooxeHHs 0o pedakyii 08.11.2021 p.
Jama peyeH3ysaHHa 25.11.2021 p.
Jama nionucy cmammi 0o opyky 01.12.2021 p.

treatment with HCG, therefore, the use of recombinant
human FSH (r-FSH) in the form of priming and then
further —in combination with HCG may be considered.
Although the presence of severe microorchidism,
cryptorchidism, low levels of AMH, inhibin B, and an
unsatisfactory response to the previous treatment
with HCG indicates extremely unfavorable prognosis.
Therefore, in order to achieve the fertility in some
patients with CH/KS, the most likely attempt is the use
of assisted reproductive technologies.

Conclusions. The leading problem in the treatment
of patients with KS is their different response to
hormone therapy, including different manifestations of
the disease.

Keywords: Kallmann syndrome, central hypogo-
nadism, anosmia, genetic diagnosis, cryptorchidism,
treatment.
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