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CAYYAN COYETAHUS TMNMONAA3UN TUIMTODUIA
N AXOHAPOMNAA3UN 'Y LUECTUAETHETO MAABYUKA

Pe3tome. OnvicaH cryyari co4eTaHuvsi axoHAPOoN1a3uy v runonnasuy rurnogusa y masas4vka 6 net. lNauymeHtam
C axoHaponaasnen PeEKOMEeHL0BaHO NMPOBEAEHNE MarHUTHO-PEe30HaHCHOM ToMorpagun runopusa ¢ Lesbio
BbISIBJIEHWS] €70 BO3MOXHOU rvro- nav annasvu. [py Hanmumm rinonutyntapmuama 'y naumeHToB C axoHaporia-
3ueri Heobxoanma COOTBETCTBYIOLLAsi 3aMECTUTE/IbHAs FOPMOHaslbHasi Teparivsi.

KnroyeBbie cnoBa: axoHAponnasvs, runonaasvs runogusa, 671M3kopoacTBeHHbIN 6pak.

Axonpaporasusi (nuadusapHas ariasus, 00Je3Hb
ITappo — Mapu, BpoxkAeHHass XOHIPOIUCTpOPUs) —
M3BECTHOE C IPEBHOCTU HACJIeJCTBEHHOE 3a0oJieBaHME
YyeJloBeKa, MPOSIBIIONIeecs] HapylleHUeM IpOIecCOB
9HXOHIIPAJTbHOTO OKOCTEHEHUs (BEPOSITHO, B Pe3yJibTa-
Te 1e(PEKTOB OKUCIUTEIBHOTO (hochoprinpoBaHus) Ha
¢doHe HOPMANbHOTO 3TMOCTATBLHOTO M MEPUOCTATBLHOTO
OKOCTEHEHHSI, YTO BedeT K KapJMKOBOCTU 3a CUET He-
JMOPa3BUTUS IJIMHHBIX KOCTeH. AXOHIPOIIa3us xapak-
Tepu3yeTcsl HATMYMEM BPOXIEHHbBIX aHOMAJIMM, B yacT-
HOCTHM BPOXIEHHOTO CTeHO3a MO3BOHOYHOrO KaHala.
3aboJieBaHME HACIEAyeTCsl IO ayTOCOMHO-TOMUHAHTHO-
My Tuny [1, 2].

Bospocumit B mocinennue 20 JeT MHTEpeC K JAaBHO
M3BECTHOMY OpTOIleaM, PEeHTreHoJioraM, MopdoyoraM,
TeHeTMKaM HacJIeICTBEHHOMY 3a00JIeBaHUIO C TPEUMY-
IECTBEHHBIM TMOPaXeHWeM KOCTHOM CUCTEeMbI — aXOHII-
poruta3uy OOYCIOBJIEH IJIaBHBIM O0pa3oM ITOSIBUBIIEHCS
BO3MOXHOCTBIO MPOBOAUTH 3(P(PEKTUBHOE CUMIITOMATH-
YeCcKOe OpPTOMNeINYecKoe JIeYeHUE TaHHBIX OOJbHbBIX. XU-
pypruyeckoe JieyeHHe HalpaBlIeHO Ha HCMpaBieHue
nedopmaluii Kocteit, yiJIMHeHne KOHEYHOCTel U BOoccTa-
HOBJIEHUE TIPOTTOpIiA Tea [3—6].

AXOHAPOTIIa3Usl OTHOCUTCSI K YMCITYy HACJIeICTBEH-
HBIX 3a00JIeBaHUI C HEBBISICHEHHBIM TEePBUYHBIM OMO-
xumuueckuMm paedexkrom. I[logapnsioniee OOJBITUHCT-
BO MOHOTE€HHBIX HaCJIEACTBEHHBIX 0OJIe3HEe CBSI3aHO C
HEM3BECTHBIM MEPBUYHBIM OMOXUMUIECKUM Je(HEKTOM.
JI711 MHOTYX M3 HUX YCTAHOBJICHBI T€ WJIM WHbIE OOMEH-
Hble HapyllIeHWs B OpraHM3Me Ha YpOBHE TaToJIoThYe-
CKMX METabOJIMTOB, OJHAKO OCTAETCS HESICHBIM MECTO
00HapyXMBaeMbIX OMOXUMUYECKHUX OTKIIOHEHUH B ITaTO-
reHese 0O0JIE3HU UJIU MOCAeA0BATEIbHOCTh OTKJIOHEHUIA.
B npyrux ciydasix HET HUKaKUX CBEJAEHUI 0 OMoXumuye-

CKHX OTKJIOHEHHUSIX B OpraHu3Me. DTO JaeT OCHOBAHUS
HamesIThCs Ha PAcKPBITHE B OyaylleM OMOXMMHUYECKOM
OCHOBBI MHOTUX MYTalllil, KOTOPbIE MOKa OMUCHIBAIOT-
Csl Ha YPOBHE KJIIMHUYECKUX U TTaTOJIOTOAHATOMUYECKUX
nposBiaeHuin. K HUM Tpexae Bcero OTHOCSITCS MYKO-
BUCILIMIO03, TTPOrPECCUPYIONINE MBIIIEUHbIE TUCTPODUMN
U axoHapormiasus [7, 8].

M3-3a cHMXKEHHOH CITOCOOHOCTU OOJIbBHBIX UMETh MO-
ToMCcTBO B 80—95 % ciyyaeB aXOHAPOILIA3HMsI CBsI3aHa C 3a-
HOBO BO3HUKAIOIIMMU MyTalusimMu [9, 10].

Kak OONBIIMHCTBO TOMUHAHTHBIX MYTAllWii, axXxOHMI-
poruIa3ust BCTpeyaeTcsl peaKo. DTo olHa U3 HACJEACTBEH-
HbIX 00JIe3HEN KOCTHOM CUCTeMbl, KIIMHUYeCKasi KapTUHA
ee 00yClIOBJIeHa aHOMAaJTbHBIM POCTOM W Pa3BUTHUEM XPSi-
IIEBOIl TKaHU, TIIaBHBIM 00pa3oM B 3MMGU3axX TPyOUIaThIX
KOCTeil 1 OCHOBAaHUM 4epera. XpsIeBble 30HbI 3THX KO-
CTEeil MOTYT OBITH TMUTOTUIACTUIHBIMUA WJIM aHOMAJIbHO TH-
MePIUIa3uPOBAHHBIMU, PE3YJILTATOM Y€ro SIBJISIETCS PE3KOe
HeAopa3BUTHE KOCTel B IuHY. O 0MOXMMUYECKOM IIPUPO-
Iie 3Toi (pOpMBbI XOHAPOAUCTPODUIL HUUETr0 He U3BECTHO,
€CJIM He CYMTATh CBEJEHUI O pa3IMYHbIX OTKJIOHEHMSIX aK-
TUBHOCTHU psifia (epMEHTOB, 3HAUEHUE KOTOPBIX OCTAETCS
IoKa HesiCHbIM [12, 13].

[TaTosiorust pocra KocTeil orpeneisieT XxapakKTepHYIO
KJIMHUYECKYIO KapTUHY, IMOJHOCThIO O(GOPMIISIIONIYIOCS
B ITOJIOBO3pEJIOM Bo3pacTe: HU3kuii poct (10 120 cM) ipu
COXpaHEHWU HOPMAaJIbHOM JUTMHBI TYJOBHIIA; OYyrprcTas
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MO3roBasi 4acTb 4eperna, XxapakTepHoe JIMIIO; CUJIbHOE
YKOPOUYEHUE BEPXHUX U HUKHUX KOHEUHOCTEe#, 0COOEeH-
HO 3a cueT OelpeHHO W TieYeBOl KocTel, nedopMu-
POBAHHBIX U YTOJIIIEHHBIX. AXOHIPOTUIA3Us 3a4acTyio
coyeTaeTcsl ¢ MOpOKaMU TICUXUKU, HYJEBBIM YPOBHEM
WHTeJJIeKTa U YMCTBEHHOU oTctasiocThio. OcHOBa 00-
JIe3HU — HapyllleHue Mpoliecca OKOCTEHEHUs Ha Tpa-
HULIaX 3NU(U30B U 1Mapu30B KOCTe. AXOHAPOILIa3UsI
npeacTaBisieT co0o0ii MpuMep HAaCAeACTBEHHOU 00Ie3HU
C TBEPAO YCTAHOBJEHHBIM JOMUHAHTHBIM TUIIOM HacJe-
noBaHus [14, 15].

Huxe onucaH ciaydail coueTaHWs TUMOIIA3UM TH-
nodusza U axoHIpoIuiazuu y mMaabuuka. [log Hamum

PucyHok 1. PeHTreHorpaMmma KUCTu nauneHta
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PucyHok 2. Cxema poaoC/I0BHOV NaymneHTa

aMOyJIaTOpPHBIM HaOJI0OJeHUEM HaXOMWJICS MaJIbuuK
C. AonpymaxaTtoB, 2008 r. poxkmeHns, MPOXUBAIOIIANA
B I. CamapkaHnzae. PebeHOK poauicsa B OJIM3KOPOACT-
BEHHOM Opake (meTu cectep). Poct mpu poxaeHUn
50 cm, Bec 3000 1, 3akpuyan u B3su1 Tpydb cpasy. Ilcu-
XOMOTOpPHOE€ pa3BUTHE — C omno3gaHueM. [locTosTHHO
HaxoauJcs Ton HaOJogeHUeM Ienuarpa, IoJydan
Maccax. BmepBbie oOpaTuiacsa K SHIOKPUHOJOLY B
2014 r. B PCHIIMILI snnokpunonoruu M3 PY3 nmanu-
€HTY POBOIUJICS CIACAYIOLIUNA CIIEKTP UCCIEIOBAHUM,
BKJIIOYABIIMN OOIIEKIMHUYECKHE, OMOXUMUUYECKHUE,
PaAMOMMMYHOJIOTUUYECKHUE TOPMOHAJbHBIE METOIbI
ucciaenoBaHuss kposu (mpojaktuH, MOP-1, CTT,
TTTI, xoptuson, tupokcun), DKI, Y3U BHyTpeHHUX
opraHoB, MPT runogwusa, peHTreHorpadpus KUCTU U
MO3BOHOYHUKA.

Co cIoB pomuTeneid, TMalMeHT XalyeTcss Ha HU3KO-
pociocTh, Ipobnembl mpu xoawde. [lpu obGciaemoBaHUM
6bLI0 ycTaHOBJIEHO: pocT 76,0 cMm, Bec — 10,8 k. ledu-
umT pocta — 37 cm, neduuut Beca — 9 kr. [lyOGepraTHbIii
craryc: AxOPx0, testis 3,0 x 3,0 ml, penis naunoii 1,0 cMm.
TopmonanbHbie uccaenosanus: CTI — 1,4 MME/n (B HOp-
Me y zmeteit ot 5 mo 16 ner 2,10 £ 0,53 MME/n, cB. T, —
124 umonw/n (60—160), TTI' — 1,9 MME/a (B Hopme
0,17—4,05), U®P-1 — 101 amons/n. IIpu MPT Typeir-
koro cemna (01.12.14) 6Gbuta oOGHapyXKeHa TUIOTLIa3UsT TH-
nodwusa: BoicoTa 0,1 cM, riepeHe3aIHUI pa3Mep — MeHee
0,4, monepeunuk — 1o 0,4 cMm. Ha peHTreHorpamMmme Kuctu
(02.12.14): KOCTHBII BO3pacT OT Tpex Oo 24 Mec., Hapy-
HIEHWEe TTOCIeI0BATEIbHOCTH TIOSIBJICHUST TOYEK OKOCTe-
HeHUs. 30HBI POCTa OTKPBITHI, CY>KEHBI, YKOPOUESHUE BCEX
¢anaHr najablieB. 3aKJIIOYeHNE: MyKOBUCIIUA03? TUTIOXOH -
nporuiasus? (puc. 1).

Ha pentreHorpamme noszoHouHuka (02.12.14) och
MO3BOHOYHOTO cToJI0a S-00paszHo aedhopMHUpoOBaHa B
IPYAHOM OTJeJie ¢ TOpCUEN MO3BOHKOB. BricoTa mMex-
IMO3BOHOUYHBIX TPOCTPAHCTB acMMMeTpUUHasi. Mexpe-
OGepHBle TTPOMEXYTKM acuMMmeTpuuHbie. Dopma Ten u
BBICOTA IMO3BOHKOB HE U3MeHEeHbl. KOHTYpbl TO3BOHKOB
YeTKre. 3aMbIKalolKe TIaCTUHKY YIUIOTHEHBI. PaccTo-
STHUSI MEXIY 3aMBIKAIOIIIMMU TTACTUHKAMU He U3MeHe-
Hbl. PeHTreHoOBCcKMe YIJIbI TTO3BOHKOB COOTBETCTBYIOT
Bo3pacty. KopHu nyr acummerpuuHsie. KoHTYypHl Oyr
yetkue. KocTu Ttaza u Ta3o0eapeHHbIe CYCTaBbl — CUM-
MeTpuuHble. Kpblibsi TOAB3MOUIHBIX KOCTEM OKPYIJIOit
(opmbl, BOTHYTOCTH JlaTepalbHO TMOBEPXHOCTU HaJ-
aleTaOyJsIpHOI YacTW Tesa TMOJAB3AOIIHBIX KOCTEH He
BeIpaxkeHa. OTMeuaeTcsa cpaiieHue U-oOGpa3HOTo Xpsi-
ma. BepriayxHas BrnaguHa MeJikasi, Kpblllla ee pacro-
JIO)KeHa KOCO TOJ YIJIOM K TOPU3OHTaJIbHOM TIJIOCKO-
ctu cripaBa 22, cineBa 22°. KOHTyp KpbIlliu BepTaYKHOM
BIAJWHBI TPSIMOJIUHEHHBIN. BeapeHHbIe KOCTU TIpe-
CTaBJIEHBI MPOKCUMAJIbHOM YacThlO TeJla 1 OCHOBaHUEM
MEeWKH, sAIpa OKOCTeHEHUs TOJIOBOK HE OTMeyaroTcs.
HabnionaeTcss BeIBUX 00euX CTOPOH. 3akiouyeHue: S-
00pa3HbIll CKOJIMO3 MO3BOHOYHMKA. Jlucria3uss oboux
Ta300€IPEeHHBIX CYCTaBOB, OCJIOXXHEHHas BBIBUXOM Oe-
JNPEHHBIX KOCTEU C 00EUX CTOPOH.

Ha puc. 2 naHa cxema poJ0C/IOBHOI1 MalueHTa.
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Tabnuuya 1. Pe3ynbratbl oueHku puandeckoro pa3sutus pebeHka (no Sempe M., 1997)

AnunHa tena, cm Macca tena, kr CkopocTb pocTa, cM/rop,
Ha Bo3pacTt 6 net B HOpme
M SD M SD M SD
113,1 4,5 19,87 1,28 6,09 0,95
Y nauneHTta
76 -8,2 | 1080 | -7,6 | 2,0 -4,7
B Ta6u1. 1 mpuBoAsiTCS pe3yabraThl OLICHKU (hM3UUECKO- BbIBOAbI
ro pa3BUTHS peOeHKa. [TanimeHTaM ¢ axoHApoIUia3uell PeKOMEHJA0BAHO

Ha ocHOBaHMM BBIIICU3IIOKEHHOTO ObUT BBICTABJICH
KJIMHUYECKUI IUarHo3: axOHAporuia3ust (OCHOBHOM auar-
Ho3). [unorutasust runodusa (COMyTCTBYIOUINI TUATHO3).
3afepkkKa pocTa M CKEJIETHOTO pa3BUTHS. S-00pasHbIit
CKOJINO3 MO3BOHOYHMKA. [ucruiazusi 06oux Tazo0eapeH-
HBIX CYCTaBOB, OCJIOXXHEHHasi BBIBUXOM OEIPEHHBIX KO-
CTeil ¢ 00eMX CTOPOH (OCITOKHEHMST).

[TanmmeHTy OBUIO PEKOMEHIOBAHO TMPOBEIEHUE 3a-
MECTUTEJIbHON TOPMOHATBHOM Teparuu: JIEBOTUPOKCUH
50 MKT/CyT, TeHHO-MHXXEeHEePHbBII TOPMOH pOCTa, Ipernapa-
ThI KalbLius, BUTaMuHa D,.

[MamueHTy ObLIa TAKXKe PEKOMEHI0BaHa KOHCYILTAlIMSI
U JIedeHre y opTore/a.

bnaronmapst mporpeccy MeAMIMHCKOW T€HETUKU U
pacliMpeHu1o MpeAcTaBIeHUNl O XapaKTepe Hacjeao-
BaHUSI BCEBO3MOXHBIX 3a00JIeBAHUMN M BIUSIHUU (Pak-
TOPOB BHEIIIHE! cpelibl Ha MPOSIBJISIEMOCTb MyTaHTHBIX
FeHOB, CTaJlu HAMHOTO sICHee MYTH JIeUeHUs, a camoe
riaBHoe — TpoduJakTUKa HacJIeICTBEHHBIX 3aboJjie-
BaHUi. OCHOBHbIE MPUHIIUIIBI JEYCHUS: UCKITIOUEHUE
WJIW OrpaHUYEHUE MPOAYKTOB, TIpeBpallleHnue KOTOPbIX
B OpTraHMW3Me B OTCYTCTBUE HEOOXOAMMOTO (hepMeHTa
MPUBOIUT K IMATOJOTHUYECKOMY COCTOSTHWIO;, Teparus
3aMelleHUs] Oe(UIUTHBIM B OpraHusMe GepMeHTOM
WJIM HOPMaJTbHBIM KOHEUHBIM MPOIYKTOM MCKaXKeHHOM
peakuuu; UHAYKUUS Ae(UIUTHBIX (epMeHTOB. bosb-
1oe 3HaueHue Mpuaaercs (GakTopy cBOEBPEeMEHHOCTHU
tepanuu [16].

Tepanuio HeoOXONMMO HauMHATh €lle A0 Pa3BUTUSI
y 0OJIbHOTO BBIPAXXEHHBIX HapylIEHUN B TeX clydasx,
Korjaa 00JbHOI poxnaeTcs elle (GeHOTUTUYECKU HOP-
ManbHbIM. HekoTopbie OMoxumuueckue nedeKkTbl MO-
TyT YaCTUYHO KOMIIEHCUPOBATHCS C BO3PACTOM WMJIM B
pe3yJibTaTe BMeIlaTeJdbCcTBa. B ImepcriekTuBe OoJbIINMe
HaJeXIbl BO3JIaTAlOTCS Ha TEHHYIO WHXEHEepUuio, IOl
KOTOPO¥ ToJipa3yMeBaeTCsl HallpaBJIeHHOE BMeIlaTeb-
CTBO B CTPYKTYPY U GYHKIIMOHUPOBAHUE FeHETUYECKO-
ro arnmaparta — yJaaJeHue U UCTIpaBIeHNe MyTaHTHBIX
TeHOB, 3aMeHa UX HopMaJlbHBIMU. OTHAKO BaKHEUIIIEi
3a7avueil MEAUIIMHCKOM TeHETUKU OCTaeTcs mpoduiak-
THKa HAcJeJICTBeHHBIX 3a00JieBaHMIiI, CBOEBPEMEHHOE
MpenyrnpexaeHue MosiBJIeHUs Ha CBeT OOJbHBIX NeTeil.
IIpodunakTrka HacleaCTBEHHBIX 3a00JIeBaHUM OCY-
LIECTBASIETCS] B OCHOBHOM Yepe3 MeAUKO-TeHeTHhue-
CKME KOHCYJbTallMU M O00JACTHbIE NMArHOCTUYECKUE
LIEHTPHI.

npoBeneHue MPT runodwusa ¢ 1eablo BbISIBICHUS BO3-
MOXHOW TUMO- MW arjiazuu rurnodwusa. [pu Hamuuum
TUTMOMUTYUTApU3Ma Yy MAIMEHTOB C AaXOHJAPOTIa3uei
HeoOXoIMMa COOTBETCTBYIOIIASI 3aMEeCTUTEIbHASI TOPMO-
HaJbHAs Teparusi.
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HeoOXiHa BiIITOBiIHA 3aMiCHa TOPMOHAJIbHA TepaITis.
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A CASE OF PITUITARY HYPOPLASIA
COMBINED WITH ACHONDROPLASIA
IN SIX-YEAR-OLD BOY

Summary. A case of achondroplasia combined with pituitary
hypoplasia in 6-year-old boy is described. It is recommended to
carry out magnetic resonance imaging of hypophysis in patients
with achondroplasia to identify its possible hypo- or aplasia. In the
presence of hypopituitarism in patients with achondroplasia, it is
necessary to carry out appropriate hormone replacement therapy.

Key words: achondroplasia, pituitary hypoplasia, consanguineous
marriage.
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