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BUMAJAOK NI3HbOI AIATHOCTUKU CIMENHOI ®OPMU BPOXKEHOIO

NAHMINONITYITAPU3MY

YkpaiHcekull HayKo8o-npakmuyHuUl yeHmp eHOOKPUHHOT xipypaeii,
mpaHcnaaHmayii eHOOKpUHHUX opeaHis i mkaHuH MO3 Ykpairu, Kuis

BCTYN

FinonityiTapn3m € 3axBOPIOBaHHAM, WO BUMHUKAE BHa-
CnifloK BifcyTHOCTI abo HeafeKBaTHOCTI ceKpeLlii 0HOro un
KinbKOX ropMoHiB nepeaHboi YacTku rinogisa. Bigomo, wo B
apeHorinodisi crHTe3yloTbCA | BUAINAITLCA Y KPOBOOIr TaKi
ropmoHu, sk comatotponHuin (CTT), agpeHOKOPTUKOTpPOn-
Hun (AKTT), moTeinisytounn (JIN), donikynoctumynioounin
(®CT), TnpeotponHmi (TTT) | nponakTuH, AediunT AKUX Npur-
3BOANTb [0 3HVMXeHHA YHKUiT BiANOBIAHNX €HAOKPUHHMX
3as103 (WKMTOoNoAibHOI, CTaTeBUX, KOPY HAAHNPKOBUX 3a103).
KniHiuHi nposaBm xBopobu 0O6YyMOBIIEHO BiACYTHICTIO Al Ha
OpraHi3am ropmoHiB o3HaueHux 3anos. Jediuunt CTT nposns-
NAETbCA TinornikemiaMn Ta MNPONOPLINHOK 3aTPUMKOIO
pocty, aediunT roHafoTPOMiHIB NPYU3BOANUTL A0 NPeHaTanb-
HOT MiKpOneHii Ta 3aTPUMKWM CTaTeBOro po3sutky, TTT — fgo
rinotnpeosy, AKTI — pgo BTpatu Macu Tina, rinornikemii,
BTOMJIIOBAHOCTI, FiNOTeH3ii Ta iHOAI HaBiTb cmepTi. Ane gomi-
HYIOUMM Y KAiHiLi rinoniTyiTapusMmy € CUMNTOM 3aTPUMKN
pocTty (rinodizapHunii HaHi3Mm).

OgHi€lo 3 NpUYKMH rinoniTyiTapmM3my € pOAMHHUIA NaHri-
nonityitapmam (CMI), akuint moxe 6yTtn | i Il Tuny. CMAT | Tuny
Ma€ ayTOCOMHO-peLecnBHe ycnagkoByBaHHaA, a Il Tuny —
peLecrBHe, 34enneHe 3 X-XpoMOCOMOH. [10 reHis, 3 AKMMHA
NoB’A3aHO CNAaAKOBUA MHOXWUHHUIA AediunT ropmoHiB age-
Horinodisa, BigHOCATb: PIT-1, PROP-1, LHX-3, LHX-4, Hesx-1,
Pitx-2 [1, 2].

MyTauii B reHi PIT-1 nos’asaHo 3 ogHovacHuM fediuu-
Tom CTT, nponaktuHy i TTT. MyTauii B reHi PROP-1 cnpuun-
HiOlOTb KombGiHoBaHui fgediuut CTT, nponaktuHy, TTT, JIT,
OCr i AKTT. edekT reHa PROP-1 € Hanbinbll NOWNPEHOI0
NPUYNHOIO BPOAXKEHOrO FinoniTyiTapusmy, i, Ha BiAMIHY Bif
naui€eHTiB i3 natonorieto PIT-1, y Taknx XBOpUX pO3BUBAETb-
CA TakOX rinoroHagmsm i rinokoptnymsm. MaTtonoria reHa
Hesx-1 cnpnunHae dopmyBaHHsA Tpiaan BPOLKEHNX aHOMa-
ni cepefHbOro Mo3Ky, 30pOBOro aHanizatopa Ta rinodisa
(cunppom de Morsier): 1) rinonnasis 30poBKX HePBIB i Xia3-
MU, 2) areHesia (rinonnasis) Npo30poi NEPETUHKN Ta MO30-
nncToro Tina, 3) rinonnasia rinogisa Ta rinoniTyitapmsm.

MATEPIAJ1 | METOAU

Y cTaTTi HaBeeHO BMMNAJOK POAUHHOT popMM naHrino-
niTyiTapmnamy y 6paTta Ta cectpu. [lo BigaineHHs eHOKPUHO-
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norii HOC «OXMATOWUT» Ha o6CTeXXeHHA 3 MpuBOAY 3a-
TPUMKWM pocTy noctynunu 6pat i cectpa (xnonumk M., 15
POKiB, i AiBUMHKa A., 13,5 poKy; puc. 1). baTbkn Big3Haunnu,
Lo AiTW BiACTalOTb Y POCTi Bifj OQHONITKIB i3 6-piYHOro BIKY.

Ha MOMEeHT HapodKeHHA y xsionumka 3pict — 52 am,
Bara — 3700 r, y giBunHKu — 53 cm, Bara — 4000 r. batbKku
BrepLue 3BepHynnCa o eHaokKpuHonora 2002 poky (xnon-
unKy 6yno 8 pokis, AiBUnHLi — 6), ane Bif 3aNpPONoOHOBaHO-
ro obcrexeHHsa 6aTbKu BigMoOBMAUCA Yepe3 diHAHCOBY
ckpyTy. Mepepn rocnitanisauieto y HACT «OXMATOUT» 2009
POKy AiT! He obcTexyBanuca. 3pict 6aTbka — 170 cm, maTe-
pi — 155 cm.

[itAam Oyno npoBefeHO O6GCTEXXeHHA BiAMOBIAHO A0
MpoTokony [4], Wwo BKNOYaNo 3arasbHUIA KNiHIYHWIA ornAag 3
AHTPOMOMETPIELD: 3PICT (CM) 3 OLIHKOI BigXUEHHA Bi HOP-
MaTUBIB — Yy CUrMasibHMX BigxuneHHAXx (0); maca Tina (Kr);
iHoekc macu Tina (IMT, Kr/m?) — BigNoOBiIAHO A0 NePLUEHTUb-
HUX KpuBKX) [5], @ TaKOX 3 OLIHKOK CTaTEBOrO PO3BUTKY 3a
TaHHepom [4]; nabopaTopHe (3aranbHi KNiHiYHi aHani3u, 6io-
XiMiYHi — 3 BM3Ha4YeHHAM ninigorpamu, npoTteiHorpamu,
NeyviHKOBUX NPOO, ENEKTPONITIB) i FOPMOHaNbHE 06CTEXEHHSA
(TTT, BinbHUIN T, IOP-1, CTT (y T.4. HIYHUI NiK, CTUMYNALINHI
npo6w), JIT, ®CI, BiNbHUI TECTOCTEPOH, eCTPagiosn, paHKo-
BN KOPTM30/1 KPOBI); iIHCTPYMEHTaNbHE AOCTiAXeHHA (peHT-
reHorpadisa Kncten 3 oLiHKOI KiCTKOBOrO BiKy 3rifiHO 3 PeHT-
reHONOriYHMM aTnacom Kucten 3an‘actka (Greulich-Pyle),
EKI, Y3 wutononibHoi 3a103K, opraHiB YepeBHOT MOPOXKHM-
HW, AiBYNHLI — opraHiB manoro ta3a, MPT ronoBHOro Mo3sky).
Kpim Toro, gitm 6ynu KOHCynbTOBaHi OdTanbmMosIOrom,
HEeBPOMaTONOrom, FreHeTMKOM, AiBUMHKA — FHEKOJIOrOM.

PE3VJIbTATU TA OBrOBOPEHHA

XBopuin M., 15 pokiB (puc. 2) CKap>XnBCA Ha BiACTaBaHHA
y pOCTi Ta cTaTeBOMY pO3BUTKY. Moro 3picT cknagas 118 cm
(-6,6 0), maca Tina — 24,5 kr, IMT — 17,6 Kr/m? (<35-1 nep-
ueHTWni). Bygosa Tina nponopuiiHa, «TynyoHe OXUPiHHA.
Cturmn gusembpioreHesy BigcyTHi. Wkipa 6niga, opa6na,
BMTOHYeHa, obnnuyya MacTo3He, BOMOCCA TOHKe, TbMsHe.
WutonopnibHa 3ano3a He 36inbweHa. Temnepatypa Tina —
36,6°C, nynbc — 78 ya./xB., 3HWKeHnn AT — 85/55 mm pT. CT.
CraTeBMI PO3BUTOK NepepnybepTaTHWiA, BignoBigHO 1-i
ctapii 3a TaHHepom: F1 Ax1 P1 Ofi6 OM3.
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Puc. 1. Cectpa i 6par: giBumHka A., 13,5 poky,
i xnonuuk M., 15 pokis.

MoKa3HMKM 3aranbHOro aHanisy Kposi, ceui, 6ioxiMiuHo-
ro JoCnigeHHsA KpoBi — 6e3 natosnoril. [NoKo3oTonepaHT-
HUI TecT (i3 45 r rnoKo3K): HaTwe — 5,0 MMmonb/n, Yepes
1 rog. — 4,9 mmonb/n, yepes 2 rog. — 3,9 Mmonb/n.

FopMOHasnbHe OBCTEXEHHA BUABWUIO MOPYLUEHHA TPOM-
Hoi dyHKUii ageHorinodiza:

— comatoTponHoi ¢yHkuii: CTI 6a3anbHUIA piBeHb —
0,12 Hr/mn, HiyHUA Nik — 0,42 Hr/mMA, Nicns Npobu 3 Kno-
¢deniHom (0,15 mr/m?) yepes 60 xB. — 0,04 Hr/mn, IOP-1 —
136 Hr/mn (BikoBa HopMma — 150-350 Hr/mn);

— TrpeoTponHoi ¢yHKuii: TTT — 2,87 MMO/mn (Hopma
— 0,7-6,4 MMO/mn), BinbHUN T,—073 Hr/pn (Hopma —
0,8-2,0 Hr/an);

— roHagoTponHoi ¢yHkuii: OCI — 1,43 MMO/mn (Biko-
Ba Hopma — 0,81-8,18 MMO/mn), JIT — 0,591 MMO/mn (Biko-
Ba Hopma — 0,69-7,15 mMMO/mn), nicna npobu 3 gudepeni-
Hom (0,1 mr) OCI — 1,56 MMO/mn, I — 0,61 mMMO/mn, Tec-
TOCTEpOH 3aranbHuii — <0,025 Hr/mn (BikoBa Hopma —
0,025-15 Hr/mn), nicnAa Npoby 3 XOPiOHIYHUM FOHaJOTPO-
niHom (1500 Ol — 3 pHi) TecTOCTEPOH 3arafabHUN —
1,68 Hr/Mmn.

— KopTn301 — 93,9 Hr/mn (BikoBa HopMa — 24-240 Hr/mn),
BiNbHWIA KopTM3on y A060BIN ceui — 43 MKr/goby (Hopma
— 58-403 mKr/go6y).

KictkoBuii Bik BignoBigae 7 pokam. ¥3[1 opraHis yepes-
HOI MOPOXHVHMU, WMTONoAi6HOT 3ano3u, EKI, MPT ronoBHo-
ro MO3Ky NaTonorii He BUABWIN.

Xnonuvka KOHCYNbTOBaHO reHeTMKOoM, odTanbmono-
rom, HEBPOMATONOroMm, siKi He BMABUAM cneundiyHol naTo-
norii.

3rifHO 3 OTPMMaHMMK AaHMMK BCTAHOBIEHO AiarHO3:
naHrinoniTyitapusm, poguHHa ¢popma (MMoBiIpHO, BHACNIfOK
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Puc. 2. XBopun M.,
15 pokiB.

Puc. 3. XBopa A.,
13,5 poky.

myTauii reHa PROP-1): rinocomaToTponi3m, BTOPUHHWI rino-
roHagm3Mm, BTOPWHHWA TinoTmpeos, rinokopTtuumsm. lino-
bizapHWi HaHi3Mm.

XBopomMy 6yno npusHayeHe NikyBaHHs 3rigHo 3 lpo-
TOKOJTOM:

— npenapaTtn coMaTponiHy 3 po3paxyHky 0,03 Mr/kr Ha
o6y (0,74 mr) nig koHTponem IOP-1;

— npenapatu L-tupokcrHy 50 MKr/go6y nig KoHTponem
PiBHA BifIbHOrO T4;

— npenapaTtn XopioHiyHOro roHagotponidy 750 Ofi
ABivi Ha TvxaeHb N210, 4 Kypcn Ha piK, Nif KOHTPoneM piBHA
TECTOCTEPOHY, 3 NOJANbLLOK KOPEKLE NiKyBaHHS;

— MpefHi30NoH y fo6oBiin fo3i 3 Mr/M? noBepxHi Tina
(2,5 mr), 3i 36inblweHHAM fo3u B 1,5-2 pa3un y pasi npreaHaH-
HA CynyTHbOT iHbeKL;T.

KoHTposb NliKkyBaHHA Ta gMcnaHCcepHe CrocTepeXkeHHsA
— 3rigHo 3 NpoTtokonom [4].

XBopa A., 13,5 poky (puc. 3) TakoX CKapkunaca Ha Bif-
CTaBaHHA Yy POCTi Ta CTaTeBOMY PO3BUTKY. 3PiCT AiBUMHKM
cknapas 112 cm (-6,7 o), maca Tina — 25,5 kr, IMT —
20,4 kr/m? (HopmanbHuiA, <75-i nepueHTwni). bygosa Tina
nponopuiiiHa, «TynybHe oxupiHHa». CTurmMmm grsembpiore-
He3y BigcyTHi. Wkipa 6niga, apabna, BUTOHUEHa, 0b6AMYusA
NnacTo3He, BONOCCs TOHKe, TbMmsaAHe. LLinTonoaibHa 3ano3a He
36inbweHa. Temnepatypa Tina — 36,7°C, nynbc — 68 ya./xs.,
3HWKeHun AT — 75/55 mm pT1. cT. CTaTeBUN PO3BMTOK
nepeanybeptaTHUn — BignosigHo 1-# cTagii 3a TaHHepom:
P1 Ax1 Mal Mel.

MoKa3HMKK 3aranbHOro aHanisy Kposi, ceui — 6e3
naTonorii. TecT TonepaHTHOCTI A0 rntoKo3u (36 r): HaTle —
4,2 mmonb/n. uepes 1 rog. — 6,3 MMonb/n, yepes 2 rog. —
6,6 Mmmonb/n. Big3HaueHo 3MiHW NiNiAHOro CNeKTpy KpOoBi:
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xonectepuH — 6,3 mmonb/n (BikoBa Hopma — 3,11-
5,44 mmonb/n), Tpurniuepngn — 1,57 mmonb/n (BikoBa
Hopma — 0,46-1,56 mmonb/n), JINHW — 4,45 mmonb/n
(BikoBa Hopma — 1,55-3,89 mmonb/n), JINBLW —
0,91 mmonb/n (BikoBa Hopma — 0,78-1,68 mmonb/n).

FopMoOHasnbHe OBCTEXEHHS BMABWUIIO MOPYLUEHHSA TPON-
HoI QyHKLUiTi ageHorinodisa:

— comatoTponHoi ¢yHKuii: CTI 6a3anbHUN piBeHb —
0,35 Hr/mn, HiyHM Nik — 0,26 Hr/mn, nicna npobu 3 Kno-
deniHom (0,15 mr/m?) uepes 60 xB. — 0,25 Hr/mn, IOP-1 —
110 Hr/mn (BikoBa Hopma — 130-600 Hr/mn);

— TrpeoTponHoi ¢yHKuii: TTT — 2,68 MMO/mn (Hopma
— 0,7-6,4 MMO/mn), BinbHUM T4 — 0,487 Hr/an (Hopma —
0,8-2,0 Hr/an);

— roHagoTponHoi ¢yHkuii: OCI — 1,19 MMO/mn (Biko-
Ba Hopma — 1,02-9,24 MMO/mn), Il — 0,28 mMMO/mn (Biko-
Ba Hopma — 0,28-29,38 MMO/mn), nicna npobu 3 gudepeni-
Hom (0,1 mr) OCI — 1,25 mMO/mn, I — 0,26 MMO/mn,
ecTtpagion — <5 nr/mn (BikoBa Hopma — 25-410 nr/mn).

— KopTuzon — 70,9 Hr/mn (BikoBa Hopma — 24—
240 Hr/mn), BinbHWA KopTu3on y gobosin cevi —
50 mkr/po6y (Hopma — 58-403 mKr/go6y).

KictkoBui Bik Bignosiga€e 3 pokam. Y3[] opraHiB yepes-
HOT MOPOXKHWHWY, WUTOonoAaibHoT 3ano3u, EKF, MPT ronosHo-
ro Mo3ky nartonorii He Buasunu. Ha Y3[1 opraHis manoro
Ta3a: MaTKa Bi3yani3yeTbca y BUrnAagi Taxka posmipom 10 mm
X 5 MM, I€EYHMKM 3MEHLLEHi MO BiAHOLUEHHIO A0 BiKOBOI
Hopmu. CTaTeBuin XxpomaTnH — 22%.

AVNTVHY OrnAHYTO reHeTVKoMm, NiATBEPAXEHO AiarHo3
naHrinonityitapusmy. OdTanbmonor, HeBpONaTosior He BUS-
BN Y AUTKHU cneundiyHoi natonorii. liHeKonor giarHocTy-
BaB 3aTPMMKY CTaTEBOrO PO3BUTKY.

3rifHO 3 OTPMMaHMMK AaHMMK BCTAaHOBNEHO AiarHo3:
naHrinoniTyitTapmsam, poguHHa dopma (mytauia reHa PROP-
1): rinocomaTtponi3m, BTOPMHHWIA FiNOroHagnusm, BTOPUHHUIA
rinoTMpeos, BTOPVMHHWUIA TinokopTuumsM. [inodisapHuin
HaHi3m. linepninigemia.

XBopiin 6yno npusHayeHo nikyBaHHA 3rigHo 3 [po-
TOKOSIOM:

— npenapaTty comaTponiHy 3 po3paxyHky 0,03 mMr/kr Ha
no6y (0,77 mr) nig koHTponem IOP-1;

— npenapatu L-TupokcnHy 50 MKr/go6y nig KoHTponem
piBHsA BinbHOTO T,;

Jama Haoxo0xeHHs 0o pedakuii 10.05.2010 p.
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— NpepHi30noH y fo60BI f03i 3 Mr/m? (2,5 Mr), 3i 36iNb-
WeHHAM Jo3u B 1,5-2 pa3n y pasi NpueaHaHHA CynyTHbOT
iHdeKLii.

KoHTponb nikyBaHHA Ta AMUCMAHCEPHE CroCTepexeHHs
— 3rigHo 3 NpoTtokonom [4].

BUCHOBKU

[itn 6yab-AKoro BiKy i3 3aTPMMKOIO POCTY Ta CTaTeEBOro
PO3BUTKY NOTPebYyI0Tb BUACHOTO, BCEBIUHOTO OOCTEXKEHHA B
€HJOKPUHONOra, OCKINbKY TaKi 03HaKn MOXyTb 6yTn npos-
BOM rinonityitapmsmy. Lia natonoria moe nposasaaTncb y
6yab-AKOMYy BiLli, Kpim TOro, cflif Nam’aTaTi NPo MOXMUBICTb
poAviHHOI popMM FiNoNiTyiTapr3my, WO BUMArae 06CTexXeH-
HA iHWWX AiTen, AKi MaloTb 3aTPUMKY PO3BUTKY.
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PE3IOME

Cnyuain no3gHein ANArHoCTUKIN cemeiliHo ¢popMbl
BPOXAEHHOro NaHrmnonuTynTapmsma
H.b. 3enuHckas, E.B. Tno6a, J1.B.Hugponmoea

B cTaTbe onuncaH KANMHUYECKNIA ciydal ceMeiHon GopMmbl NaH-
rMNonuTyuTapu3mMa y 6pata 1 cecTpbl, KOTOPbI ObiN AVArHOCTUPO-
BaH B MNOAPOCTKOBOM BO3pacte, C npeo6na1:laH|/|eM KNMNHNKN
BblpaXKeHHOW 3aepPXKKN poCTa 1 rMnoroHagm3ma.

KnioueBble cnoBa: fgeti, NaHrMnonuMTyMTapusm, auarHoc-
TUKa.

SUMMARY

Case of late diagnostics of the familial hypopituitarism
N. Zelinska, Y. Globa, L. Nifontova

In the article the clinical case of familial hypopituitarism at
brother and sister was described. It was lately diagnosed in puber-
ty with prevalence of the severe delay of growth and hypo-
honadism.

Key words: children, hypopituitarism, diagnostics.
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