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Bpo:KaéHHblif THIONUTYUTAPU3M NPU CHHAPOME «MPEePbIBAHUS» HOXKKH rUnopu3a:

KJIMHUYECKHIA Crydyai

Pe3iome

CHHIPOM «ITpepbIBaHMsI» HOXKHU rMnodu3a — peakast BpoXXKAEHHAsE aHOMaJIUsl TUITOTajaMO-TUITO(HU3apHOil 00J1acTH, He-
peaKo MpuBoAsias K GOpMUPOBAHUIO MHOXKECTBEHHOTO AedulinTa ropMOHOB afeHorunodusa. Beé OGosblie ncciienona-
HMI TOCTYJIMPYIOT 3aBUCUMOCTD Pa3BUTHS Ae(PEKTOB TUIIOTAIAMO-TUIIO(PU3apHOIl 06/1aCTU OT BOZHUKHOBEHMSI BapUAHT-
HBIX U3MEHEHUI B reHaX, OTBETCTBEHHBIX 3a MOp(doreHe3 runodusa, 0COGeHHO Ha paHHUX CPOKaX aMOpUOreHesa.
[pencraBieH KIMHUYECKUI CTyJaii TTAllEHTA C BBISIBJICHHOM BapMaHTHO 3aMeHoIi B reHe GL12, accOIMMpPOBaHHOI ¢ Hapy-
LIEHKEeM Pa3BUTHsI TUIIOTAJIaMO-TIodu3apHOil 06JacTH, Y KOTOPOTo yXKe IMarHOCTUPOBAaHbI BTOPUYHBIA TUIIOTUPEO3 U [Ie-
(uuT ropMoHa pocTa, a TaKXKe UMEIOTCST IIPU3HAKN BO3MOXKHOTO (POPMUPOBAHUS TUTIOTOHAIOTPOITHOTO TUITOTOHAIA3Ma.
OO0CyKIal0TCst 0COOEHHOCTU KJIMHUYECKOIO TeUEeHMsI, COBPEMEHHBIE IIPEAICTaBICHMS 00 3TUOJIOIUH, HEOOXOAMMOCTD PaH-
Heil IMarHOCTUKM U JJTUTEIbHOTO JUHAMUYECKOI0 HAOIIOACHUS MAlMEeHTOB C JaHHOM MaTOJIOrMEl TSI CBOEBPEMEHHOTO
BBISIBJIEHUSI HOBBIX TOPMOHAIBHBIX I€(OUIIMTOB M KOPPEKLIMY 3aMECTUTEILHOM TEPAITi.

KitoueBble C10Ba: CUHOPOM «NPepbl6aHUs» HONCKU UNOuU3a; KAACCUMecKas mpuaoa; cUnOnUmMyumapusm, 6moputHblii euno-
mupeos; GLI2.
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Beenenune .
ITo maHHBIM MarHUTHO-PE30HAHCHOM TOMOTpaduu, Mo-

OHTOTeHe3 runodusza — CIOXHBIA MHOTIOCTyIIeHYa-
TBHII TIPOIIECC, 3aBUCAINMI OT XapaKTepa B3aMOICHCTBUS
TPAHCKPHUITIIMOHHBIX (haKTOPOB M CHUTHAJbHBIX MOJIEKYJI
¢ (opMHUpPOBAaHUEM B pe3yJIbTaTe 3THX B3aUMOICHCTBHI
MSTU BbICOKOAU(DhepeHIMPOBAHHBIX TUITOB KJIETOK (CoMa-
TOTPOOB, TUPEOTPOGOB, KOPTUKOTPODOB, JTAKTOTPO(OB,
roHanorpodos) [1—-3]. 3a mocnenHue necATUIeTHS OOHAPY-
JKE€HbI BApMAHTHbIE 3aMEHbI BO MHOTMX I'€HaX, KOAUPYIOIIMX
3TU TPAHCKPUIILIMOHHBIE (PaKTOphl. DEHOTUIT MOHOTECHHBIX
(opM BpOXIEHHOTO TUIIOMUTYUTAPU3Ma MOXET BapbUPO-
BaThb OT M30JIMPOBAHHOTIO e(ULIMTAa TOPMOHA POCTa 1O MHO-
JKECTBEHHOTO e(UIINTa TOPMOHOB afieHorumodusa [4—6].

POKU pa3BUTHUS TUTIOTAJIaMO-THITODU3apHOIT 00J1aCTH TIpU
MHOXECTBEHHOM Je(UINTe TOPMOHOB TUIO(U3a BCTpe-
yatorcst B 50—100% ciyuaes. [1pu uzoaupoBaHHOM aedu-
LIMTe TOPMOHA POCTa MATOJIOIUsSI XMa3MalbHO-CEJIIPHOMN
00J1aCTH BBISIBIISIETCS 3HauUuTeNIbHO pexe [7]. K mopokam
Pa3BUTHSI OTHOCSITCS TUITOTIIA3Msl WK arjia3us Tunogusa,
TUTTOTIIA3US WJIN arula3vsi HOXXKY TUTohu3a, TUIePIUTa3ust
rurnodusa, KTonus: Helporunodursa, CHHIPOM «ITyCTOTO»
TYypeLIKOTO ce/ula, CeNTOONTHYeCKasl aucruiasusi. B psme
cllyyaeB MOPOKU TUMOTaJaMO-TUNoGU3apHOil 001acTu
COYETAIOTCA C APYTUMU BHYTPUYEPETTHBIMU AaHOMAIUSIMU
(anomanust Knapu, rojsonposanuedanus).
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Summary

Pituitary stalk interruption syndrome is a rare congenital anomaly of the hypothalamic-pituitary region, often leading to
multiple anterior pituitary hormone deficiency. Accumulating research postulates that hypothalamic-pituitary defects depend
on variant changes in genes responsible for pituitary morphogenesis, particularly during early embryogenesis.

We present a clinical case of a patient with an identified variant substitution in the GLI2 gene associated with impaired
hypothalamic-pituitary development. The patient has been diagnosed with secondary hypothyroidism and growth hormone
deficiency, along with signs of possible hypogonadotropic hypogonadism.

Clinical features, current views on etiology, and the critical need for early diagnosis and long-term follow-up to detect new
hormonal deficiencies and timely adjust replacement therapy are discussed.
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B 3apybexHoit nuTepaType coueTaHue TMIIOIIa3uu
(ammasum) runodusa, Tunorsasuu (arjaa3uyu) HOXKU THU-
nodusa MU IKTOMUU Heiporunodusza oO03HAUaeTCsl Kak
CUHAPOM <«IIpepbIBaHUsI» HOXKU rurodusa (pituitary stalk
interruption syndrome). B oTeyecTBEeHHbBIX MYyOJUKALIMSIX
JMUATHO3 TIPU JTaHHOW KOMOMHALIMM MPU3HAKOB 3BYYUT KaK
«kJjaccuueckasi Tpuana» [8—10]. [To naHHBIM MUPOBOI JIUTE-
paTyphl, TIpearoaracMasi 4acToTa CHHAPOMA «ITPEPhIBAHUSI»
HoxKku rurnogusa cocrapisier 0,5 Ha 100 000 KUBOPOXKAEH-
HbIX peteid [11—13]. HapylieHue aHaTOMMUYECKOM 11€JI0CT-
HOCTH TUTIOTaJIaMO-TUTTODU3apHOM 00JIaCTH TIPU CHHIPOME
«IIpepBIBaHUS» HOXKU TUITO(MU3a MPUBOAUT K HAPYIICHUIO
TpaHCIIOPTa PWIM3WHT-TOPMOHOB THIIOTaJamyca M, COOT-
BETCTBEHHO, Ae(ULIMTY TOpMOHOB rumnodusa [13—15]. Oco-
OCHHOCTBIO KJIMHMYECKON KapTUHBI THITOMUTYWTapu3Ma
SIBJISIETCST TIOCTETICHHOE <«BBIMAaAeHUE» (DYHKIMI TPOITHBIX
TOPMOHOB, KOTOpPOE Yallle BCeTO MaHM(bECTUPYET ¢ IeDUII-
Ta COMATOTPOITHOTO U TUPEOTPOIHOro ropmMoHa. Hapyiie-
HHe BEIPAOOTKH aHTUINYPETUIECKOTO TOPMOHA C pa3BUTHEM
LIEHTPAJIbHOTI'O HecaXxapHOro auadeTa sl CHHIpOMa «IIpephbl-
BaHUsI» HOXKM runodusa HexapakrepHo [16—18].

ToyHas mpuyMHa pa3BUTHSI CUHIPOMA «IIPEePbIBAHUSI»
HOXKHM TUTTo(p13a Hen3BecTHA. MIMEIOTCS IBE TEOPUHU €TO
Pa3BUTUSI — TEOPUSI TIEPUHATATBHON TPaBMbI U TEOPUSI Te-
HeTrmaeckoro medekrta [12, 19]. [lepBas Teopust ocHOBaHa
Ha pe3yJibTaTaX peTPOCHEKTUBHOIO UCCIENOBaHMsI, ITPOJIe-
MOHCTPHUPOBABILIETO KOPPEIISILINIO MEKIY YaCTOTOI POIOB
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B TA30BOM TIpeJIeXKaHUM M YaCTOTOW Pa3BUTHSI CUHIPOMA
«IIpepbIBaHUsI» HOXKHU runocdwusa [19, 20]. B mociaennue
rojibl Oiarofapsi aKTUBHOMY Pa3BUTUIO MOJEKYJISIPHON
TeHETUKU B OOJIBIIMHCTBE CIydaeB CUHIpOMA «IpepbiBa-
HUSI» HOXKHU TUTIO(hU3a HAXOIAT Pa3IUUHbIE MOJIEKYJISIP-
HO-TeHeTUYeCcKHe Ae(heKThl, a TOPOKU TMITOTAIAMO-TUIIO-
(buzapHoOil 0677aCTH HEPEIKO BCTPEUAIOTCS B COYSTAHUU
C aHOMQJIUAMM APYTUX OPTaHOB U CUCTEM, B CBA3U C YEM
BCE yallle YYEHbIE CKJIIOHSIOTCS B TIOJIb3y BTOPOI TEOPUU.

Onucanue ciayyas

O nayuenme. Manbuuk I'., 8 5eT, poXI€H OT TPETbUX
MIpeXIeBPEMEHHBIX OITepaTUBHEBIX pomoB Ha 30-if Hemele
recrauuu, ¢ uinHoi tesa 34 cm (SDS -2,65), maccoii Tena
1150 r (SDS -0,88), oT 310pOBBIX POAUTENEH, COCTOSIIINX
B HEPOJCTBEHHOM Opake. bepeMeHHOCTh OCJIOXHUIIACH
SKJIAMIICUEI, HEOHATaJbHbI MEePUOL — IBYCTOPOHHEU
ITHEBMOHMEN TKENON CTENEeHU, KEITYXOM, aHeMUEen.
Poct maTepu 155 cm, poct otia — 172 cm. I[IporHo3upy-
eMblii 1ieneBoit poct — 171 cm (SDS -0,82).

B Bo3pacre | rona 2 MecsiieB mpoonepupoBaH o MOBOLY
[IPaBOCTOPOHHETO ruapoHedpo3a. B Bospacte 3 et 6 mecsi-
LIEB MTPOBEIEHA XUPYpPruueckast KOppeKIusl BEeHEUHOMH (hopMbl
rurnocnaguy. JJaHHBIX B MEIUIIMHCKOM TOKYMEHTALINH O IBY-
CTOPOHHEM KPUIITOPXU3ME B pAaHHEM aHAMHE3¢ He TTOJTy4eHO.

Pe3yabmamot 06caedosanus. Bnepbie 00cienoBaH B BO3-
pacte 4 net 2 mecsues B DI'bBY HMMUI sHmokpuHoIOrnm
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nM. akagemuka M.W. Jemoa MunsgpaBa Poccuu: pocrt
82,5 cM (SDS pocra -5,0), macca tena 10,7 Kr, uHaEKC Mac-
cbl Tena 15,7 xkr/m? (SDS +0,12), nosoBoe pa3BUTUE CO-
otBeTcTBYeT | ctaguu no Tanner. [Ipu ropMoHaaibHOM 00-
CJIeIOBAaHUM BBISIBJICHBI HU3KOE COAepKaHNE MHCYIMHOIIO-
nobHoro (akropa pocta 1 (12,5 Hr/mn nipu HopMme 11-233)
U CHUXEHHWE KOHLEHTpaluuu CBOOOJHOTO TUPOKCHHA
(10,7 mmonb/n mpu Hopme 11,5—20,4) Ha hoHEe HOpPMAIIb-
HOTO comepxKaHUSI THPEOTpoIrtHOoTro ropmoHa (4,2 MME/n
npu HopMme 0,64—5,76). KoHLleHTpaLMy KOPTU30Jia U IIPO-
JJaKTMHA HaXOIWUJIUCh B Tpenenax pechepeHCHBIX 3HAaYSHUM
(430,7 amonb/n1 u 374 En/n coorBercTBeHHO). KOCTHBII
BO3pPACT OTCTaBaJl OT IMACIIOPTHOTO Ha 1,5 roxna.

ITpu ocmoTpe obpaianu Ha ceds BHUMaHUE MPU3Ha-
KU JABYCTOPOHHEro KPUITOPXM3Ma, MOATBEPXKIAEHHbIE
MAHHBIMHM YJIBTPA3BYKOBOTO MccienoBaHus. I1o maHHBIM
MarHUTHO-pe30HaHCHO# Tomorpaduu (MPT) romoBHorO
MO3Ta BBISIBJICH CUHAPOM «IIpEPhIBAHUS» HOXKH TUITO(MH-
3a (runoriasusl ageHorunodusa U BOPOHKU runodusa,
aKTONUS Heliporunogusa) (puc. 1).

Juaeno3. Ha ocHOBaHMU TTOIYYeHHBIX HaHHBIX (SDS
pocta -5, oTCTaBaHME KOCTHOTO BO3pacTa, CHHIPOM
«[IpepbiBaHUs» HOXKU runoduza Ha MPT, cHuxeHue
KOHIIEHTpAllMM MHCYJMHOIOI00HOro ¢akTopa pocrta I
1 CBOOOJHOrO TMPOKCHMHA) YCTAaHOBJIEH IuarHo3 «Iuro-
MMUTYUTAPU3M: BTOPUYHBIA THITOTUPEO3, ASPUIIUT coMa-
TOTPOITHOTO TOPMOHA».

Jleuenue. lHULIMMpOBaHa 3aMeCTUTENIbHASI Tepanus
JIECBOTUPOKCHHOM HATpus (25 MKT/CyT) ¥ COMATPOITMHOM
B no3e 0,033 mr/kr B cyTku. B CBSI3U ¢ JABYCTOPOHHUM
KPUNTOPXU3MOM MPOBEAEH KypC TepalmuMyu XOPHOHHNYE-
ckum roHagotpornmHoMm (500 EJI 2 paza/nen., 10 uabek-
1mit), Ha (poHEe KOTOPOTro OTMEUEeHA TTOJIOXUTEIbHAS KITH-
HUYecKasg IMHAMMKa (TIpU OCMOTpe: SMIKU B MOIIIOHKE).

B nanpHeieM nareHT eXXeroIHO TTPOXOAMIT CTalluo-
HapHoe oocienoBanue B ®I'BY HMMUWUII snpokpuHoIornm
uM. akagemuka M. W. Jlenoa Mun3apasa Poccuu: mpoBo-
IAJIach KOPPEKIUs 3aMeCTUTeNIbHOI Tepanmuu. Ha ¢one
Tepany COMaTPOITMHOM OTMeYasach YIOBJIETBOPUTEIIb-
Hasl CKOPOCTb pocCTa.

YuuTeiBas couyeTaHne BPOXIEHHOTO TUTIOTTUTYUTAPA3-
Ma ¢ aHOMAaJIMSIMU Pa3BUTHUSI THITO(PU3a W MOYCIIOIOBOM
CHCTEMBbI, BBHITIOJIHEHO MOJIEKYJISIPHO-TEHETUIECKOE MC-
cJIeoBaHKe METOIOM ITOJTHOPK30MHOI'O CEKBEHUPOBAHMUSI.
B rene GLI2 (NM_001374353.1) BbIsIBIICH paHee HE OIH-
cannblii BapuaHT ¢.1406C>T (p.Ala469Val, rs767030770)
B TOMO-/T€MU3UTOTHOM COCTOSTHUM B 10-M 3K30HE, KJiac-
cU(pUIMPOBAHHBIN KaK BApUAHT C HEOIPEAeAEHHOMN K-
HUYECKON 3HAYMMOCTBIO.

Hunamuxa u ucxodsi. B HacTosiee BpeMsT ITallACHT
MPOIOJIKAET 3aMECTUTENIbHYIO Teparuio JeBOTUPOKCH-
HOM HaTpusl B 103€ 37,5 MKT/CyT U COMaTPOIIMHOM B J0-
3¢ 0,033 mr/kr B cytku. Ha oHe medeHnsT TOCTUTHYTHI
YIOBJIETBOPUTEIILHBI POCTOBOI OTBET (pHUC. 2) M KOM-
MeHcalrs BTOPUYHOTO TUIOTHpeo3a. 3a BCE BpeMs Te-
panuu (4 roga) oTMevaeTcs NpudaBka B pocte +29,8 cm
(ASDS +2,1), B Bo3pacte 8 jeT poct moctur 112,3 cm
(SDS pocra -2,9), ckopocTh pocTa cocTaBuia 5,25 ¢cM/Tox
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(SDS -0,3). ConmepkxaHue WHCYJIMHOIIOZOOHOTO (haKTopa
pocTta 1 COOTBETCTBYET HIKHEW TpaHHIe pehepeHCHOTO
nuanaszoHa (70,4 Hr/mi1), KOCTHBIN BO3PAacT COOTBETCTBY-
et 7,6 rogam no atiaacy TW20 (Tanner-Whitehouse 20);
OCJIOKHEHMI Tepallii He BBISIBIICHO.

O0cyxnenne

[IpoBen€HHBIC JO HACTOSIIIETO BpeMEHH MCCIeIOBAHUS
10 M3YYECHUIO TIPUINH Pa3BUTHUSI CUHIPOMA «IIPEPBIBAHUST»
HOXKH TUMO(hK3a He MOTYT OJHO3HAYHO OTBETUTH Ha BO-
IMpoc 00 3TUOJIOTUU U TMAaTOTeHe3e JAaHHOTO 3a00JIeBaHMSI.
HakonieHHble naHHBIE BCE OOJbIIE CBUIETEILCTBYIOT
0 BaXXHOU pOJIM reHeTUYecKuX (haKTOpoB, OTBOIS Ha BTO-
POIi IUIaH TJIAaBEHCTBYIOIIYIO JOJTOe BPEMsI TCOPUIO TIEPH-
HATaJbHOTO CTpecca Kak OCHOBHOTO (pakTopa pa3BUTHS
MAHHOI MaTOJOTUM TMIOTajJaMO-TUNoGhu3apHOi 00JIaCTH.
[Ipu 5TOM HeNIb3s] UCKIIOUUTD MOJUTESHHBIN WJIM MHOTO-
akTOpHBII XapaKTep pa3BUTHUs 3a00JIeBaHMS, B YACTHO-
CTH TEOPUIO O HAPYIIEHUM TeHeTUIECKMX B3aMO/IEUCTBUIA
MEXXy CUTHAIbHBIMU MYTSIMM, YYACTBYIOIIUMU B Pa3BUTUU
runoTanaMo-runodusapHoit oomactu. Tak, B 2024 rony
S. Wang u coasr. [19] mpoananusupoBaiu 37 craTei, BKJIIO-
YUBILIKMX B OOIIEH CTOXHOCTU 824 ManueHTa ¢ CHUHIAPOMOM
«IIpephIBaHUS» HOXKM Tumodusa. BapuaHTHBIE 3aMEHBI
B 224 reHax-KaHAMJATax Pa3BUTHSI CUHApPOMA <«IIpepbiBa-
HUST» HOXKKM ruTtodursa ObUH BeISBICHB Y 252 (30,6%) ue-
snoBek. Haubonee yacto BcTpevanuch BapuaHThl B GLI2,
HESXI1, LHX4, ROBO1, PROKR2. Bcé 5TO TOBOPUT O He-
00XOIMMOCTH NaTbHENIITNX KOMIIEKCHBIX MCCIIeTOBAaHMIA
B HaIlpaBJICHUM T€HETUYECKUX IaTOJOIUi TIPpU CUHAPOME
«IIpEPBIBAHUS» HOXKH THIIODM3a.

IIpencraBieHHbI KIMHUYECKUI cydail TEMOHCTPU-
pyeT (eHOTUIT BPOXAEHHOTO TMIOMUTYyUTapu3Ma B CO-
YeTaHUM C BPOXIEHHBIM ITOPOKOM DPAa3BUTHS TUIIOTaa-
MO-TUnodu3apHoit 0071aCTU, ACCOLUUPOBAHHOTO C paHee
He OMMCaHHBIM BapuaHTOM B reHe GLI2.

M3BecTHO, YTO CUHIPOM «IIPEepPbIBAHMUSI» HOXKKHU TUIT0-
¢u3a B MOAABISIONIEM OOJIBITMHCTBE CIy4aeB IPUBOIUT
K TTOCTeTICHHOMY Pa3BUTHIO MHOXKECTBEHHOTO Je(UIINTA
TOPMOHOB afieHOTUIOo(Mu3a, B CBI3M C YeM HEOOXOAUMO
TIIATeIbHOE HAOMIOACHKE 3a MalueHTaMu. [1prBenéHHBIN
KIMHWYECKUI CITydail IeMOHCTPUPYET TUITMYHOE TeUEHUE
3a00J1eBaHUS: Y MalMeHTa AMarHOCTUPOBAaHbl BTOPUYUHBIN
TUIIOTUPEO3, COMATOTPOITHASI HEAOCTATOYHOCTD, B TOM UM~
cJie UMEIOTCSI OCHOBAHMS MPEAToJiaraTb HAJIMUKUE BPOXK-
NEHHOIO TUIOroHaau3Ma (KJIMHUYECKUE MPOSIBICHUS
B BUIIE IBYCTOPOHHETO KPUIITOpXU3Ma 0e3 1Tab0paTopHOIo
MMOATBEPKACHUST B CBSI3U C IIPeITyOepTaTHBIM BO3PacTOM
MalMeHTa). YUYUThIBasg BBICOKMI PUCK TIPUCOCTMHECHUS
BTOPMYHOTO TUMOKOPTUIIM3MA, MALIMEHT HYXIaeTcs B pe-
TYJISIDHOU OlLIEHKE KOPTUKOTPOITHOM (DYHKIIMU IS CBOE-
BpEMEHHOM MHUIIMALINY TePATUK U CHIKCHUS PUCKa pa3-
BUTHUS TTOTEHILIMATBHO KU3HEYTPOXKAIOIIETO COCTOSTHUS.

Ha ocnHoBanum cBoux wuccinemoBanuii Q.H. Guo
coanT. [20] caenanud BbIBOA, 4TO IS CeMEMHBIX (opm
CUHApPOMA «IpepbIBaHUsI» HOXKHU TUModu3a XapakTepeH
TOMO3UTOTHBIN XapaKTep BapMaHTHBIX 3aMEH B OTHC/Ib-
HBIX T€HaX C TMOJHOW moTepeil ux ¢yHKIMN, Toraa Kak
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Puc. 1. CunapoM «IpepbIBaHUsI» HOXKM runodusa (ruroruiadus aaeHorunodusa U BOpOHKM runodusa, 3KTonus Heliporumnodusa.
MarunuTtHo-pe3oHancHas Tomorpacdus ot 03.10.2025 (a): T1-B3BemieHHbIe N300pakeHUsT, cCaTUTTabHAs TTpoeKIust; M P-kapTuHa rumo-
TJ1a3Uu afieHoTuIodu3a (CruioniHas cTpeska), TMIoria3uy BOPOHKHU rUIodu3a; B CynpaceIIpHON LIUCTEPHE MO X0y BOPOHKU OIpe-
NeJISIeTCs] TUTIEPUHTEHCUBHBIN CUTHAT — SKTOMUS Heliporumnodusa (myHKTupHast crpenka); oT 03.10.2025 (6): T1-B3BemeHHbIE U30-
OpakeHUs1, KopoHapHasi mpoekiusi; MP-kapTuHa runormniasuu aneHorunogusa (CruioniHas cTpesika), FTMInoria3uy BOpOHKU rMnobu3a;
B CYIpaceJUIIPHON LIKCTEPHE IO XOAY BOPOHKH OIPEACISCTCS TUIICPUHTCHCUBHBIM CUTHAT — 3KTONUS Heliporumnodu3sa (IIyHKTUP-
Hast ctpesika); oT 16.11.2021 (6): T1-B3BeleHHbIC U300paXKeHMsI, cCaruTTalbHas poeKiusa; MP-kapTuHa runoriasuu ageHorunodusa
(CTIIOIIHAY CTpeJiKa), TUIIOIIa3UM BOPOHKM TMIO(MU3a; B CYyMpaceUIIpHONM LUCTEPHE IO XOAY BOPOHKU OIpPEIeISIeTCS TUTIEPUHTEH-
CHUBHBII CUTHAJI — 3KTOIMS Helipornnodusa (myHKTUpHas crpesika); oT 16.11.2021 (2): T1-B3BeleHHbIE N300paXkeHMsI, KOpOHapHast
npoekiust; MP-kapTrHa TMIomia3um ageHorumodu3sa (CIIolHas CTpeIKa), TUIIOIIa3ui BOPOHKY TUITO(U3a; B CYIIpaceIIPHOM LIMC-
TEpHE M0 XOIY BOPOHKU OIpPENeseTCs] TMITIEPUHTEHCUBHbBIN CUTHAJI — 9KTOIMS Heliporumnodusa (MyHKTUPHAs CTpeJiKa).

Fig. 1. Syndrome of «interruption» of the pituitary stalk (hypoplasia of the adenohypophysis and pituitary funnel, ectopia of the neurohypophysis.
Magnetic resonance imaging dated 03.10.2025 (a): T1-weighted images, sagittal projection; MR-findings hypoplasia of the adenohypophysis
(solid arrow), hypoplasia of the pituitary funnel. In the suprasellar cistern, along the course of the infundibulum, a hyperintense signal is detected—
ectopia of the neurohypophysis (dotted arrow); dated 03.10.2025 (6): T1-weighted images, coronal projection; MR-findings hypoplasia of the
adenohypophysis (solid arrow), hypoplasia of the pituitary infundibulum. In the suprasellar cistern, along the course of the infundibulum,
a hyperintense signal is detected—ectopia of the neurohypophysis (dotted arrow); dated 16.11.2021 (¢): T1-weighted images, sagittal projection;
MR-findings hypoplasia of the adenohypophysis (solid arrow), hypoplasia of the pituitary infundibulum. In the suprasellar cistern along the
course of the infundibulum, a hyperintense signal is detected—ectopia of the neurohypophysis (dotted arrow); dated 16.11.2021 (e): T1-weighted
images, coronal projection; MR-findings: hypoplasia of the adenohypophysis (solid arrow), hypoplasia of the pituitary infundibulum. In the
suprasellar cistern along the course of the infundibulum, a hyperintense signal is detected—ectopia of the neurohypophysis (dotted arrow).
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Puc. 2. I'padpuk pocra marmeHra.
Fig. 2. Patient growth chart.

cropaauyeckue ciydyau CUHIpOMa «IIpepbIBaHUST» HOXKU
runodun3a XapaKTepu3yIoTCsI MHOXKCCTBEHHBIMU TETEPO-
3UTOTHBIMM BapMaHTaMU B HaOOpe POJICTBEHHBIX T'€HOB,
00bI9HO B ipeaenax myreid Notch, Shh u Wnt. B ripencras-
JICHHOM KJIMHUYECKOM CJIyyae BbISIBJIEHA TeTepPO3UTrOTHAS
BapHMaHTHasI 3aMeHa B TeHe GLI2, SBISIONIETOCS OTHUM
M3 OCHOBHBIX KOMIIOHEHTOB ITyTU Shh 1 peryaupyroiiero
nuddepeHIMPOBKY, Mpoaudepalnio 1 MOJISIPHOCTh CTBO-
JIOBBIX KJIETOK XOP/bI M JHA TJIACTUHKM B pa3BUBAIOIIEMCS
cnuHHOM Moare. [Tomumo atoro, GLI2 urpaet peliaroiryo
pOJIb B pa3BUTUU IMPOMEXYTOYHOIO MO3Ta U AUCTaIbHBIX
OT/IeJIOB KOHEYHOCTEN BO BpeMs amOpuoreHesa. s de-
HOTHUIIA 3a00JIeBaHMSsI, aCCOLIMMPOBAHHOIO ¢ IedeKTaMu
B GLI2, xapakTepHbl CIEAYIOIINE MPOSIBICHUS: TTOPOKU
TOJIOBHOTO MO3ra (TUIIOTIa3us afeHOTUIIo(pu3a, SKTOMUS
3amHel noau rurnodusa, runoruia3usi BOPOHKU TUMOGU-
3a), TUIIOTIUTYUTAPU3M M CBSI3aHHBIC C HUM IIPOSIBJICHMS
(runornaukeMus, XoyuecTa3, MUKPOMEeHUsT), NeeKThl cpe-
IUHHOM TUHUM (pacIleWHBI BepXHel I'yObl 1 HEOA), TH-
MOTUIa3Usl CpeHeN YacTu JIMLa, TUTIOTE0PU3M, KPUTITOP-
XU3M, MUKpo1edaans, roJonpo3sHIedans, SIMUIeICus,
aHOMAaJIMM Pa3BUTHUSI CEPAECYHO-COCYOUCTON, MOUEBbIIC-
JINTEIBHOM CHCTEM W 3PUTEJBHOTO allaparta, 3ameprkKa
TICUXOMOTOPHOTO pa3Butus u Ap. [21]. Hapymenus Shh—
GLI2-mryTn 6M010TUYECKM MOTYT BIUSTH Ha pa3BUTHE Ha-
DYXKHBIX MOJIOBBIX OPTaHOB: OMMCAHbl OTAEJIbHbIE CydYau
YPOTEHUTATBHBIX aHOMAJIUU (B TOM YHCIIe THITOCITAINSI)
y Hocutesieil GLI2-BapuaHTOB, OIHAKO 3TO MPOSIBICHUE
3HAYNUTEIILHO MEHEEe CITeM(PUIHO, YeM TUTIOTUTYUTApHU3M
1 nonuaakTwius. HemoHollleHHOCTh U BO3MOXKHas Tula-
LIEHTapHasl HEIOCTAaTOYHOCTD SIBJITIOTCS TTOTCHIIMATBHBI-

CASE REPORT

MM MOOU(PUIIMPYIOIINMH (PaKTOpaMu, KOTOPbIe HEOOX0-
IMMO YYUTBHIBATh NIPY MHTEpIIpeTaun deHoTumna. Takum
obpa3oM, Haubosiee ybenuTeabHble TPU3HAKU B TMOJb3Y
GLI2 — BpOXIEHHBIN TUIMOMUTYUTAPU3M M CUHIPOM
«IIpepbIBaHUsI» HOXKM TUIO(duU3a, a TakKe IMOPOK Moue-
BBIICITUTEIIBHOM CHCTEMBI — IIPaBOCTOPOHHUI THUIPO-
Hedpo3; rumocranuss MOXET OBITh ITOMOJHUTEIbHBIM,
HO He crelu@uIecKrM MPU3HAKOM, TaK KaK ITOCIEACTBUS
HEIOHOIIEHHOCTH X BO3MOXKHOU TIIalleHTapHOI Hea0CTa-
TOYHOCTHU B 3TOM CJIy4yae HeJib3s1 UTHOPUPOBATh.

CoueTtaHue HeonpeaeIEHHON KJIMHUYECKON 3HAYMMOCTHU
BBISIBICHHOM Y MaIlMeHTa BApMaHTHOM 3aMEeHBI C BhIpaXKeH-
HBIMU (PEHOTUTTMYECKUMM TIPOSIBIICHUSIMU TIpEATIoiaraet
IanbHENIIee U3ydeHre ITaTOTeHHOCTH BapuaHTa c.1406C>T
(p.Ala469Val) ipu cMHIpPOME «ITpEePbIBAHUST» HOKKHU TMITI0-
(uza. HakoruieHne 1momoOHbBIX KIMHUYECKUX HAOJIONEHUIA
MMeeT 3HaUYeHME TSI yTOUHEHUS TeHOTHUTT-(DEeHOTUITTIECKIX
KOppeJSILMiA U TTocaenyolleil pekjiaccuukauuu BapruaH-
TOB C HeoNpeAeAEHHON KIIMHUIECKON 3HAUNMOCTBIO.

3akiouenue

CUHIpOM «IIpepbIBaHUS» HOXKHU TUIodu3a MpeacTaB-
JIIeT COOOM PeNKyI0 BPOXKIEHHYIO aHOMAJIMIO THIIOTAIaMO-
runodu3apHoii 00JIaCTH, XapaKTepU3YIOIIYIOCS BBICOKUM
PUCKOM Pa3BUTUSI MHOXECTBEHHOTO NeduiiTa TOpMOHOB
ageHorumnogwu3a. IIpencraBleHHBIN KIMHUYECKUN caydait
JEMOHCTPUPYET TUITMYHOE TIocenoBaTeIbHOe (hOpMUPOBa-
HUE SHIOKPUHHbBIX HAPYIIEHUI U MOAYEPKUBAET HEOOXOAM -
MOCTb CBOeBpeMeHHoro npoBeneHust MPT runoranamo-ru-
noduzapHoit 06J1aCT y MAIMEHTOB C AeUIIUTOM TOPMOHA
pocTa M IpyTUMH TIpU3HAKaMu TUTIonuTyntapusMa. CoBpe-
MEHHbI€ JaHHbIC CBUIETEILCTBYIOT O BO3pacTalollell pojiu
TeHETUYECKU OOYCJIOBJEHHBIX HapylIeHU MopdoreHesa
runodu3a B MaToreHe3e TaHHOTO CHMHAPOMA, YTO OIpele-
JISIET TIEPCIEKTUBHOCTb MOJIEKYJISIPHO-TEHETUYECKOTO 00-
cemoBaHUs TaKMX TaleHTOB. He3aBucnuMo oT xapakTepa
TMIONMUTYUTapr3Ma Ha MOMEHT MOCTAaHOBKM TMarHO3a, BCEM
MalueHTaM MoKa3aHo UIUTEIbHOEe TUHAMUYECKoe HabIro-
IIEHNE C PEeryIsIpHOIl OLICHKON (hYHKIUM TUIIOPU3apHOI
ocu (rurnortajsamMo-runodu3apHO-HaANOYEYHUKOBOI) ISt
CBOEBPEMEHHOTO BBISIBJICHUSI HOBBIX TOPMOHAJIBHBIX Tedu-
LIMTOB 1 KOPPEKIIMU 3aMECTUTEIbHOI Teparuu.
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