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AHHOTaLIuA

Lenb. OnncaTb peakoe HacneacTBeHHoe 3aboneBaHme — cuHgpoM KanbmaHa y manbyvka
17 nert.

MaTepuanbl n Mmetoabl. [lpoBeaeH peTpOCNEKTUBHbLIN aHann3 aHaMHECTUYECKUX CBe-
OEHUN, TedeHusl 3aboneBaHus, NabopaToOpHbIX U UHCTPYMEHTalbHbIX OaHHbIX, a Takxe
npoBOAUMON Tepanun nauueHTa 17 net ¢ cuHapomom KanbmaHa, KOTopbin Habntogancs
B MapTe 2019 r. B racTPOSHTEPONIOIMYECKOM OTAENEHUN FOCYAAapPCTBEHHOIO GO AXETHOrO
yuypexneHuns 3gpaBooxpaHeHnuns «[leTckasi kpaeBas kKnuHuyeckasi bonbHuya» MuHmucTepcT-
Ba 3gpaBooxpaHeHusi KpacHogapckoro kpas (FBY3 «[leTckas kpaeBasi KnMHuYeckas 60nb-
Huuay) r. KpacHogapa.

PesynbTtatbi: MauveHT K., 17 neT, nocTynun B racTpO3HTEPONOrM4YEecKoe oTaeNeHne rocy-
OApCTBEHHOro GIOAXKETHOro yypexaeHus 3gpaBooxpaHeHuss «[leTckas kpaeBas KrivHUYe-
ckas 6onbHMLa» MUMHUCTEPCTBA 34paBooxpaHeHust KpacHogapckoro kpas B mapte 2019 roga
c>kanobamu Ha cnabocTb, TOWHOTY, «ronoAHbie» 60nK B XMBOTE, CHMXKEHHbIN anneTuT. B pe-
3yneTaTe obcnemoBaHna y pebeHka BbisiBNeHa s3BeHHas O0Ones3Hb ABeHaauaTUnepcTHOn
knwkun. OgHako npu yrnybneHHOM onpoce BbIICHWUAW, YTO Marbyuk OTCTaeT B (PU3NYECKOM
1 NONOBOM pa3BuTuK. B cBA3M ¢ YeM noTpeboBanock 3HAOKPUHONOrM4Yeckoe obcnegosaHme,
B XO4€ KOTOPOro BbISIBIIEHO: CHMXXEHUE KOHLEHTpauun NnosioBbIX FOPMOHOB OTHOCUTEMBHO
BO3pPacCTHOW HOPMbI (NMIOTEUHU3NPYIOLWNIA FOPMOH, OONITMKYNOCTUMYMNUPYIOLWUIA TOPMOH, Te-
CTOCTEPOH), OTCTaBaHMe KOCTHOro Bo3pacTa OT NacrnopTHOro, HECOOTBETCTBME pa3Mepa au-
YeK TakoBbIM ANdA BO3pacTa naumneHTa, rmnonnasvs 06oHaTeNbHbIX NYKOBUL, No AaHHbIM MPT
rofIOBHOrO Mo3ra, HapyleHue ob6oHsHus | cT., Hannume myTauumn B reHe KAL1. MNocTaBneH
anarHos. OcHOBHOM AnarHo3: cuHgpoM KanbmaHa, X-cLuenneHHbI peLuecCuBHbIN TUN Hacne-
aoBaHuns. OCNOXHEHWSs: TMNOroHaAoTPOMHbIA FTMNOroHaAU3M.

Ha4yaTo nedeHune: NponoHrMpoBaHHble 3hUpbl TECTOCTEPOHA AN NapeHTepanbHOro BBeae-
Husa 250 Mr ¢ KpaTHOCTbLIO BBeaAeHUs 1 pa3 B 3—4 Hegenu.

Ha doHe npoBogumon Ttepanum cnyctsa 6 mecsaueB Habnoganacb MONnoXuTenbHas guHa-
MMVKa: YBENUYEHNE pocTa Ha 2 cM, obbema anyek Ha 3 M, NOsIBIEHNE e4UMHUYHbLIX BOSOC
Yy OCHOBaHMsi NOSIOBOrO YrieHa.

3akntoyeHue. CI/IHD,pOM KanbmaHa — peakaa naTtonornd, OCHOBHbIM NMpoABIIEHNEM KOTOpOIZ
ABNAETCA 3a4€epXKa MNosoBoro passnutma n rmno- nnnm aHoCcMunA. Heobxogumo o6pau.|,aTb BHWN-
MaHMe Ha CUMNTOMbI, AeTanbHO ob6cnenoBaTb GOMbHLIX, cBOeBpeMeHHO CTaBUTb AMNarHo3
M Ha4YnHaTb TEpanuio. Enaronapﬂ BOBpEMA Ha4YaTOMy ropmMmoHasibHOMYy Jne4YeHUo nosfioesoe
co3peBaHne nponcxoaunT BO BCeX Cllydadx, YTO NMO3BOJSIAET coumaribHO U MCUXOJTOrn4eckun
aaanTupoBaTb TakuUx neTen.

KnioueBble cnoBa: fetu, NOAPOCTKN, cMHAPOM KanbMaHa, rMnoroHagoTpOnHbIA FTMnoroHa-
ON3M, 3aepkKa NofoBOro pasBmTUsl, aHOCMUS
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KALLMANN SYNDROME IN A 17-YEAR-OLD BOY
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Abstract
Aim. To describe a rare hereditary disease — Kallmann syndrome — in a 17-year-old boy.

Materials and methods. A retrospective analysis of anamnestic information, the course of the
disease, laboratory and instrumental data and treatment of a 17-year-old patient with Kallmann
syndrome was carried out. The patient underwent treatment in a gastroenterological depart-
ment of the Children’s Regional Clinical Hospital in Krasnodar in March 2019.

Results. Patient K., 17 years old, was admitted to the gastroenterological department of the
Children’s Regional Clinical Hospital in March 2019 with complaints of weakness, nausea,
“hungry” abdominal pain and decreased appetite. Upon examination, the child revealed duode-
nal ulcer. However, an in-depth examination found that the boy was lagging behind in physical
and sexual development. In this connection, an endocrinological examination was performed,
which discovered: a decrease in the concentration of sex hormones relative to the age norm
(luteinizing hormone, follicle-stimulating hormone, testosterone), delayed bone age as com-
pared to the passport age, discrepancy between the testicular size and the patient’s age, olfac-
tory bulb hypoplasia according to brain MRI, 1%t degree smell disorder, the presence of a mu-
tation in the KAL1 gene. The boy was diagnosed with: Kallmann syndrome, X-linked recessive
inheritance. Complications: hypogonadotropic hypogonadism. The chosen treatment included
prolonged testosterone esters for parenteral administration of 250 mg once per 3—4 weeks.
Following 6 months of therapy, positive signs were observed: an increase in height by 2 cm, an
increase in testicular volume by 3 ml, the appearance of single hairs at the base of the penis.

Conclusion. Kallmann syndrome is a rare pathology, whose main manifestations include de-
layed sexual development and hypo- or anosmia. For a timely diagnosis and treatment, it is
of great importance to identify symptoms and conduct a comprehensive examination. Timely
initiation of hormonal treatment allows puberty to occur in all cases, thus facilitating social and
psychological adaptation of such patients.

Keywords: children, adolescents, Kallmann syndrome, hypogonadotropic hypogonadism, de-
layed sexual development, anosmia
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BBepeHune

[MaTtonorna rmnotanamo-rmnogu3apHon cUcTeMbl
NpOSIBMSIETC MHOXECTBOM CUMMTOMOB, KOTOpble
MOTYT ObITb CBA3aHbI C MOBbILUEHHOW U MOHWXEHHOMN
cekpeLmen ropMoHOB. B ocHOBE CMOXHbIX MexaHn3-
MOB perynsaumm yHKunM penpogykTUBHOW CUCTe-
Mbl NEXNT CTPOro nocriegosarternbHas B3auMoCBsi3b
Mexay YPOBHEM M PUTMOM CEKpeLmmn runotanamm-
YeCKMX, rMnoumsapHbIX 1 NONOBbLIX TOPMOHOB, KOTO-
pble MOCTOAHHO KOHTPONUPYIOTCA PUMU3UHT-FOPMO-
Hamu runotanamyca. PasnuyHble aTnonornveckune
daKkTopbl MOryT NPUBOAUTL K HapyLUEeHWo B Lenu
LUHC — runotanamyc — runocus — penpoayKTuB-
Hble opraHbl [1].

Cungpowm KanbmaHa, unm onbgakTo-reHuTanbHasi
ancnnasug, — 3To HacneacTBeHHoe 3aboneBaHue,
KOTOpoe XxapakTepuayeTcs  TMNoroHagoTpPOMNHbIM
r’MNOroHagu3MomM M aHocMuen. [aHHbI CUHOPOM
paccmaTtpuBaeTcs Kak Hauboree yacTtas npuymMHa
rMNOroHagoTPOMHOMO rMMNoroHagu3ma y Masnb4mKoB.
YactoTta BcTpevaeMocT BapuabenbHa u onpege-
naetca B npegenax 1 Ha 10000 HOBOPOXOEHHbIX
Mane4nkoB 1 1 Ha 50 000 HOBOPOXXAEHHbIX AEBOYEK
[2, 3]. CuHopom KanbmaHa BcTpeyaeTcs B NATb pas
Yalle y MY>XYMH, YeM Y XXeHLLUMH [4].

OTOT cMHApPOM ObIN oNMcaH aMepUKaHCKUM NCUXO-
norom v reHetnkom ®paHuem Mosedom KanbmaHom
B 1944 rogy. OgHako HaMHOro paHbLue, B 1856 rogy,
ncnaHckun Bpay AypeanuHo MaacTtpe ge CaH XyaH
(cungpom De Morsier) coobumn o 60rbHOM C aHo-
CMVEN N TMMOrOHaAN3MOM, @ Ha BCKPbITUKX 3aMeTu
OTCYTCTBUE Yy HEFO OOOHATENBHbIX NyKoBUL, [5].

B ocHoBe 3aboneBaHus nexut aeduumt roHa-
OOTPONUH-pUnM3nHr ropmoHoB (MHPI) B runota-
namyce. Hepoctatok Pl npyBoguT K BTOPUYHO-
My AeduumnTy noTemHusmpytowero ropmoxa (J1)
1 honnunkynoctTumynupytoLlero ropmoHa (PCrI), ko-
TOpble, B CBOIO Ovepeb, NPMBOAST K rMNoroHaams-
My. AHOCMUSI MPOSABNSETCA B pesynbraTte runonna-
31N UNKn annasum oboHATENbHbIX (ONbdaKTOPHBIX)
NyKoBWL, 1 0b6oHATeNbHOro TpakTa [1].

OTOT CMHAPOM MMeeT 3 BapraHTa HacneaoBaHUs:
ayTOCOMHO-AOMUHAHTHbIN, ayTOCOMHO-peL,eccuB-
HbIM N X-cuenneHHbIn. bonee yactas BcTpevae-
MOCTb Y MY>XYMH MO3BOSSIET NPEANONOXKNUTL O NPeo-
BbnagaHumn X-cuenneHHOro BapnaHTa HacneaoBaHus
B NOnynsiLun.

Bobigenstor 3 Tuna cuHgpoma. 1-i TMn — KAnHK-
yeckn (kpome 6as3oBbIX NMPU3HAKOB — OTCYTCTBUS
BTOPWYHBIX MONOBbLIX MPU3HAKOB U aHOCMUN) OTMe-
yaeTcs bunatepanbHas CUHKUHE3Ws], aTakcusl, are-
He3us NoYvku. [aHHbI TN 0ByCnoBneH MyTauusMmm
B reHe KALIG1 (Xp22.3), Hacnegyetcsa no ayto-
COMHO-AOMWHAHTHOMY Tuny. Mpn 2-m Tune Kpome
0a30BbIX MPU3HAKOB — YMCTBEHHAsi OTCTanoCTb,
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aTpesns XoaH, HePOCEHCOPHas TYroyXxoCTb, MOpPO-
K cepgua, HU3KMIN pocT. [aHHbIn Tun obycrnosneH
MyTaumsmn B reHe KAL2 (8p11.2-h11.1). MMpu 3-m
TUNe Kpome 6a3oBbiX NMPU3HAKOB OTMEYakTCs pac-
wenuHbl rybel 1 Heba, rMNnoTenopusM, areHesuns
noykn (KAL3-20h13). Hacnegyetcs no X-cuennex-
HOMY peLecCUBHOMY M ayTOCOMHO-AOMUHAHTHOMY
Tunam HacnegosaHus [6].

[narHo3 vaue Bcero ctaBuTCS B NMOAPOCTKOBOM
BO3pacTe Mnpu OTCYTCTBUWM MPOSIBIIEHWI MOITOBOrO
CO3peBaHNsi, aCCOLUMMPOBAHHOTO C PAcCTPONCTBOM
000HsAHNA, ¢ Bu3yanusaumenn Ha MPT ronosHo-
ro mMosra rnonsasun Unu gaxe annasvv fyKoBuL
n/unun oboHaTenbHbIX gonen [7]. KnuHnyeckas kap-
TMHa 3aboneBaHNsi OTNIMYAETCS BbIPAXXEHHbLIM MO-
numopdmamom. Cungpom KanbmaHa, kak n gpyrue
dopMbl rMNOroHagM3Ma, XapakTepusyeTcsi pernpo-
OYKTMBHBIMU OCODEHHOCTAMU, COCPEnOTOHEHHBIMM
BOKPYI OTCYTCTBUS MOTIOBOrO CO3PEBaHNS B NEPUOL
nybeptarta. 3T Npu3HaKku1 MOryT BKMOYaTb OTCYTCT-
BME pa3BUTUA roHag, onpegenseMmoe o6beMom su-
YeK Y MY>XYMH, U OTCYTCTBME MEHCTpyauui (aMeHo-
pest) y >KEHLLUMH. Y YacTu JL, MY>XCKOTO Moria MOXeT
BCTPeYaTbCs KPUMTOPXM3M, MUKpPOMEHUC. Takke
OTMeYaeTcs OTCYTCTBME NOBKOBLIX BOMOC U HeOo-
pasBUTOCTb MOSOYHBIX Xenes. Bce a3t npusHaku
cBs3aHbl ¢ HU3kMM ypoHeM JI n ®CI, 4yTo, B CBOIO
odepenb, MNPUYBOOUT K CHWXEHUIO TeCTOCTEpOHa
Y MY>XXYMH 1 3CTPOreHOB Y MPOreCcTEPOHA Y XKEHLLUMH
[8]. OTCcyTCTBME NONOBLIX FOPMOHOB B MEPUOA NOJIO-
BOIO CO3pEBaHMS NMPUBOAMUT K POCTY KOHEYHOCTEW,
HapyLUEHVNIO COOTHOLUEHUS BEPXHEro N HWKHEro
cerMeHtTa Tena, (OPMMPOBAHMIO EBHYXOUAOHBIX
nponopuu [6].

Bo Bcex cnyyasix HeobXoauMo McKaTb KIMHUYe-
CKve Npu3Haku, cB3aHHble ¢ cuHapoMomM Kanbma-
Ha, TakMe Kak rmno- unm aHocmusi, bunarepanbHas
CUHKVMHE3Nsl, aTakCusi, aHoManusi LBETOBOrO BOC-
NpUSITUSA, aHoManvs MOTOPVKK rnas, NTo3, MyxoTa,
pacwenuHa rybbl n/vnu Heba, areHesus 3y6osB, no-
YyeyHasi areHesuns [7].

JleyeHune peten ¢ cnHapomom KanbmaHa 4omKHO
BKMOYaTh B cebsi CBOEBPEMEHHO HayaTtyk ropMo-
HO3aMeCTUTENbHYIO Tepanuio, a Npu Heobxoanmo-
CTU — XUpypruyeckoe BMeLLaTENbCTBO AN KOp-
peKkuMn HeonyLeHHbIX sudek [8]. B oveHb pegkmx
crny4yasix BO3MOXHO pa3BuTME 0OpaTtMMOoro rmnoro-
HagOTPOMHOro rMNoroHaamama, Korga CrOoHTaHHO
BOCCTaHaBnMBanacb Cekpeuuss roHagoTponuHa
1 TectocTtepoHa [9].

CBoeBpeMeHHasi NocTaHOBKa AMarHo3a rno3sosns-
€T BOBpPeMSs HavaTb fevyeHne 1 coumarbsHO aganTtu-
poBaTb 60MbHbIX: POCTOBOW M PENPOAYKTMBHbIN NPO-
rHo3 6naronpuaTHbl. K coxxaneHuto, npu oTcyTCTBUM
BOBPEMS HayaToro reyeHuns B 6onee nosgHue cpo-

Ky6aHckun Hay4Hbii MeauumHckmii BecTHuk / Kuban Scientific Medical Bulletin



A. B. Bypayuxkas, O. I. KopobkuHa, A. B. Ctatosa.
Cusppom Kanpmana y Maabunka 17 aer

KM XKM3HU 3TU NauMeHTbl MMEKT eLle M MOBbILEH-
HbI PUCK Pa3BUTUS OCTEOMNOPO3a M3-3a CHIDKEHUS
BbIPabOTKM MMM MOMOBBLIX FOPMOHOB M 4acTo Tpe-
OylOT HasHavyeHus npenapatoB BUuTammHa D n 6uc-
docoHatos [10].

Lenb uccnedoeaHus: onncatb peakoe Hacnea-
CTBeHHoe 3aboneBaHne — cuHgpoM KanbmaHna
y Maneduka 17 ner.

MaTtepuanbl n metoabl

lMpoBeneH peTpoCNeKTUBHBINA aHann3 aHaMHeCTU-
YeCKMX CBeOeHul, TeyeHus 3aboneBaHus, pesynb-
TaToB NabopaTopHbIX (YPOBEHb NOSIOBLIX FOPMOHOB,
BMOXMMMNYECKUI aHanM3 KpoBK, Npoba ¢ aHanoramm
MHPr) n wHCTpyMeHTanbHbIX METOAOB McCCneno-
BaHUs (Y3M opraHoB MOLLOHKW, peHTreHorpadusi
KNCTW C onpefeneHnem KocTHoro Bospacta, MPT
rONOBHOMO MO3ra, MeguKo-reHeTU4YecKoe uccneno-
BaHMWE), a TakKe MPOBOOUMOW Tepanuu naumeHTa
17 net ¢ cuHapomoM KanbmaHa, KOTopbIi Habrto-
panca B mapte 2019 r. B raCTpOSHTEPONOrN4eCcKom
otaeneHun NBY3 «[leTckasa kpaeBas KnNUHUYeckas
BonbHULA» MUHMCTEPCTBA 30paBooxpaHeHns Kpac-
Hogapckoro kpas. Bbbinyu umcnonb3oBaHbl AaHHble
N3 MeLULNHCKOM KapTbl CTaunmoHapHoro 60mbHOoro.

PesynbTaTtbl M 06CyXAEHUSA

MaumneHT K., 17 neT, noCTynun B racTPO3HTEPOrO-
rmyeckoe otaeneHue B mapte 2019 roga c xanoba-
MM Ha cnabocCTb, TOLHOTY, «roNoaHbIe» BONKN B XK-
BOTE, CHWXeHHbI anneTuT. B xoge obcnengoBaHns
y pebeHka BbisiBlieHa si3BeHHas 0one3Hb ABeHaaLa-
TMNepcTHON kuwkn. OgHako nNpyu 0OBEKTMBHOM UC-
cnegoBaHUK BbISIBNEHO, YTO Marb4vmK OTCTaeT B ou-
3M4ECKOM U MOMIOBOM pPas3BUTMMK. [OMOMHUTENbHO
BbISICHEHO, YTO Manb4uK NoX0 pasfnnyaeT 3anaxu,
B CBSI3M C 4yeM noTpeboBanocb 3HOOKPUHOMOrMYe-
ckoe obcrnenoBaHume.

AHamMHe3. AHamHe3 xu3HU. PebeHoK oT BTOpOW
GepeMeHHOCTH, BTOPbIX CPOYHbLIX poaoB. bepemeH-
HOCTb MpoTekana Ha doHe Yrpo3bl NpepbiBaHUS
B | NornoBuHe 1 OCTPOro pecnupaTtopHoro 3abore-
BaHUs B MepBOM TpumecTpe. Manb4mk poawuncs
camMonpou3BonbHbIMX pogamn ¢ maccon 3530 r
W AnuHon Tena 53 cMm. 3akpuyan cpasy, K rpyau npu-
NoxeH B poguneHom 3ane. OueHka no wkane An-
rap — 9 6annoB. PebeHOk Haxogumncs Ha rpyaHoM
BCKapmnmBaHum o 6 mecsiues. Mpukopm Obin BBE-
OeH BoBpeMsi. [IcMXoMOTOpHOE pas3BuTME A0 roga
no BospacTy. [pyBuBKM NMpoBeOeHbl B COOTBETCT-
BMM C HaUMOHanbHbIM KaneHgapem. 3 nepeHeceH-
HbIX 3aboneBaHunn — BeTpsiHasi ocna B 4 roga, OP3
c yactotoun 1-2 pasa B rog.

AHamHe3 3aboneeaHusi. OTCYyTCTBME POCTOBOrO
ckayka otmedaetca ¢ 13—14 net, 3aTemM MarbyuK
CTan oTcTaBaTb B pOCTe OT CBepPCTHMKOB. K Bpauy
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He obpallanuck. Bnepsble Npu3Haku 3agepXku no-
nosoro passutus 3ametunu B 15 net, 660 peko-
MeHOOBaHO nposefeHne obcnepoBaHus. OpHako
OHO He BbIMOMHEHO, poauTENnU K Bpady He obpa-
Lanu1ch.

CemeliHbili aHamHe3. MaTb 48 neT, XpOHUYECKUIA
3pOo3MBHbIN 330haruT. Poct matepu 168 cm. OTtey
62 ropa, 3gopos. Poct otua 182 cwm. lMepsbin pe-
OeHok — poyb, 24 roga, coMaTU4ecKu 300poBa,
pocT 170 cm. HacneacTBeHHbI aHaMHE3 OTAroLLEH
no 3aboneBaHnsM Xenyao4HO-KULLIEYHOrO TpakTa.

[daHHble 06bLEeKTUBHOro ocMoTpa. pn ocmoTpe
COCTOsIHME CpefdHen TSKeCTU 3a CYET aucnentuye-
CKUX PacCTPONCTB MO OCHOBHOMY 3aborneBaHuio.
KoXHble MOKpOBbI PO30Bble, YMCTbIe. [TOAKOXHO —
XMPOBOW CrOW pa3BUT YMEPEHHO, pacnpenerneH
paBHOMepHO. Typrop TkaHen coxpaHeH. [Mepude-
puyeckme numoyanbl He yBenuyeHbl. [edop-
MaLMi KOCTEN HET, CyCTaBbl CUMMETPUYHbIE, ABU-
XeHuss B oObeMe He orpaHuyeHbl. OTmevaeTcs
eBHyxouaHoe TenocnoxeHue. [bixaHne yepes HOC
He 3aTpygHeHo. lNpu geTansHOM onpoce nauueH-
Ta K., BbISIBNEHO, YTO OH MOXO pasnuyaeT 3ana-
xn. CrvM3ncTble NomnocTy pTa U poTOrMOTKM YUCTbIE,
He runepemMmpoBaHbl. [epKyTOpHO — ACHBIN neroy-
HbI 3BYK, ayCKyNbTaTUBHO — BE3UKYISIPHOE AblXa-
Hue. [Jecdopmaumii B obnacTtu cepaua Het. [pannubl
OTHOCUTENBbHOM CepAEeYHOM TYMOCTU B npepenax
BO3pPaCTHOW HOPMbI. AyCKynbTaTUBHO TOHbI cepAla
SICHble, PUTMUYHBIE. HA3bIK 0OMnoXxeH OenbiM Hane-
TOM. 2KMBOT CUMMETPUYHBIN, 6One3HeHHbIN B 06na-
ctn anuracTpus. lNeyeHb 1 ceneseHka He yBenuye-
Hbl. ObnacTe No4ek He n3ameHeHa, 6e3bone3HeHHa
npv nokonaymeaHuu. LLlutoBnaHas xenesa 0-n cte-
neHn, NanbnaTopHO He yBenu4yeHa.

O6pawaet Ha ceba BHMMaHMe OTCTaBaHue B ou-
31MYECKOM PasBUTUUN, UHPAHTUIIUZM Y EBHYXOUAN3M.
PocTt naumneHTta 147 cm, macca — 40 kr. Pnsnyeckoe
pasBuUTME CBEPXHU3KOE, rapMOHUYHOE, COOTBETCT-
ByeT 13 rogam.

MonoBoe paseutMe Tanner1, nonoBas dopmyrna
cooTBetcTByeT AXOPOFOLO. HapyxHble nonosble
opraHbl cchopMMpOBaHbl NPaBWUMbHO, MO MYXCKO-
My TUMy, OTMeYaeTCs 3afdepXKka MorioBOro passu-
Tms. Cturm gucambpuoreHesa He 6bino BbISBNEHO.
Mpy obweHnn Manb4MK 3acTeH4YMBBIN, MbITAETCH
KasaTbcs cTapwe cBoux net. OTmevaeTca GumaHny-
arnbHasi CUHKMHe3u1s (PeBeHOK CUHXPOHHO BbINOSHS-
€T OMHaKOBbIe ABMKEHNSA 06enMun pykamu).

OaHHble na60paTop|-|b|x N MHCTPYMEHTalbHbIX
MeTo40B nccriegoBaHuA.

B obwem aHanuse kpoBu: 6e3 OCOBGEHHOCTEMN.

Mo p[aHHbIM BUMOXMMWYECKOrO aHanM3a KpoBu
BbISIBIleHA  TUNepXonecTepuHeMust  (XorecTepuH
129
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6,2 MMonb/n), HOpMarbHbIA YPOBEHb TMHOKO3bl Ha-
Towak (4,4 mmornb/n).

MpoBegeH WVI®A kpoBuM Ha coaepxaHue rop-
YPOBHS

MOHOB: OTMEYaeTCA CHWXEHue nr

Puc.1. PeHmaeHozpamma Kucmu.
Fig. 1. X-ray of the palm.

Puc.2. MPT cHumok aunonna3uu 060HamenbHbIX 11y-
Kosuy.
Fig. 2. MRI image of olfactory bulb hypoplasia.
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(<0,03 MME/mn), ©CI" (0,1 MME/™Mn), HU3KUA ypo-
BeHb TecTtocTepoHa — 0,074 HMonb/n npu HopMme
0,52-38,17 HMonb/n. [JaHHas KapTMHa COOTBETCT-
BYET N'MNOroHagO0TPOMHOMY MMMOrOHaaN3my.

OononHutensHo ans auvddepeHumnansHon au-
arHOCTMKM U1 OnpeaeneHvus YpOBHS MOpaxeHus
B CuCTeMe runotanamyc — runous — nonosble
opraHbl npoBoautca npoba ¢ aHanorom HPr ko-
poTkoro Aencteusi. B kadvectBe aHanoroB [HPr
MCMNOMNb3yTCA Takue npenapartbl, kak bycepenunH
(BycepenvH, ®-CuHtes 3AO0, Poccus), Odudepe-
nvH (TpuntopenuH, UMNCEH ®APMA, ®paHuus)
unn [Oekanentun (TpuntopenuH, Ferring GmbH,
lepmanung). Metoguka BbINOMHEHMS NPOOkI 3akmto-
YaeTcd B cregylowem: onpegenstoT GasanbHbIn
ypoBeHb J1I n @CI” B KpoBW, 3aTEM BBOOAT NeKkapcT-
BEHHbIN NpenapaTt B COOTBETCTBUM C UHCTPYKLUEN
C nocnenywmMm nccrnegoBaHeM YPOBHS 3TUX e
ropmoHoB yepe3 1 u 4 yaca nocne seefeHus. MNpo-
0a cuuTaeTcs nonoxuTtenoHom npu nogveme JIIT
Bbiwe 10 mEa/n.

Y naumenTta K. npoBogunaceb gaHHas rpoba c ou-
epenuHom. baszanbHbIi ypoBeHb JIIT cocTtaBun
0,04 ME/n, ®CI' — 0,1 ME/n. Yepes3 1 4ac nocne
nogkoXHoro BBegeHus audbepenuHa JIIT onpege-
nanca Ha ypoeHe 0,3 ME/n, ®CIF — 1,3 ME/n,
yepes 4 vaca JI — 0,3 ME/n, ®CI' — 2,8 ME/n.
B xoge npoBeaeHHoM Npobbl agekBaTHOro Beibpoca
rOHagOTPOMHLIX TOPMOHOB HE MOryyYeHo (agekear-
HbIM cumnTaetcs Boibpoc J1I Beiwe 10 ME/n).

M3 MHCTpyMeHTanbHbIX METOAOB MCCrefoBaHUs
npoBogurnock Y3/ noyek — Ha MOMEHT OCMOTpa
AaHHbIX 32 NMOYEYHYHO NaToNorMIo He BbISIBMEHO.

Y3U opeaHo8 MOWOHKU: ANYKN ONpeaensoT-
CA B MOLUOHKE, pa3Mep YMEHbLUEH; 3XOreHHOCTb
CcpeaHsasa, O4HOPOAHAas; KPOBOTOK COXpaHeH; 06b-
em: npasoe an4vko 1,93 mn, nesoe sanyko 1,75 mn.
Mpuaatok anyka cnpaBa 5%7 MM, NpUAaToK guyka
cnesa 4x10 MM, ogHopoAHbl no cTpykType. Ce-
MEHHOW KaHaTWK He yTonLleH, He 4edOpMNPOBaH.
BeHbl rpo3geBuaHOro CnneTeHnsa He paclUMpeHb.
3aknioveHne: oTMevaeTcsl yMeHbLUEeHEe pa3mepoB
AnYeK.

lMpoBegeHa peHmzeHozpamMma KUcmu C LEenblo
onpegeneHns KOCTHOrO Bo3pacTta: BU3yanusupyoT-
CA AP0 OKOCTEHEHMWS rOpPOXOBMAHOM KocTu. KocT-
HbI BO3pacT cooTBeTcTByeT 13 rogam (puc. 1).

Mo pesynstataMm MarHUTHO-PE30HAHCHOW TOMO-
rpacpuv rorioBHOro Mo3ra BbISIBiEHa runonnasus
0BOHSITENBHBIX NyKOBUL, (PUC. 2).

lMpoBeoeHoO MeauMKo-reHeTuyeckoe uccnenosa-
Hue: kapuotun 46XY. BbisiBrieHa reMusnrotTHast My-
Tauma c¢.1402_1403insTG B reHe KAL1, cuHapom
KanbmaHa.
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KoHcynbTMpoBaH OTOPUHOMAPWHIONONOM, NpoBe-
[eHa onbgakTOMeTpusi. Y marnbynka BbisIBNIeHO Ha-
pyLueHne 060HsHUSA | CT.

YuntbiBad faHHble OObEKTMBHOrO ocmoTpa (3a-
Oepxka pr3MyYecKoro 1 MnorioBoro passuTud, ou-
MaHyanbHas CUHKMHE3Ws, TUMNOCMUS), [LOaHHble
napaknMHUYECKNX METOOOB MccnenoBaHus (OTcyT-
CTBME BbIOpOCaA TPOMHLIX TOPMOHOB MpPWU NpoBene-
HUM NpoObI C AU epenHoM, YMEHbLIEHNE pa3me-
pOB SAINYeK, rmnonnasusi 0BOHATENbHBLIX NYKOBUL,
OTCTaBaHMe KOCTHOro Bo3pacTta OT nacrniopta bonee
YyeM Ha 2 roga, Hanuuve MyTauum B reHe KAL1),
noctaeneH KnuHuyeckunm amarHo3. OCHOBHOW Ou-
arHos: cnHgpom KanbmaHa, X-cuenneHHbln peuec-
CUBHbIM TN HacnegoBaHus. OCNOXXHEHUSA: TMNOro-
Ha4OTPOMHbLIN M’MNOroHaAMN3M.

JleyeHne rMNOroHagoOTPOMHOIO rUNoroHaguama
3akrio4aeTcs B NOCTOSIHHOM rOpMOHO3aMeCcTUTeNb-
Hou Tepanun. CyLLecTBYyIOT Npenaparbl kak 4ns ne-
popanbHOro, NapeHTepanbHOro MNPUMEHEHUS, Tak
n ons TpaHcaepmanbHoro. KpaTHoCTb BBeAeHUS
npenapaTtoB BapuabernbHa u KoppenvpyeTr ¢ Anu-
TENbHOCTLIO AencTBMA. HaumHaloT nevyeHne ¢ BBe-
OeHns npenapatoB TEeCTOCTEpOHa AMNUTENbHO-
ro unu cpegHen MNPOLOIMKUTENBHOCTU OENCTBUS
Npy BHYTPUMbILLEYHOM WX MPUMEHEHMM C KpaT-
HOCTblO BBegeHua 1 pa3 B 3—4 Hegenu. lMogbop
N KOHTPOIb 403bl OCYLLECTBMSETCA B COOTBETCTBUM
C KIMMHNYECKUMM CUMNTOMaMN — CKOPOCTb pocCTa,
TENoCnoXeHne, CTeneHb pasBUTUSA BTOPUYHBIX
N TPETUYHBIX NMOMOBbLIX MPU3HAKOB JOJMKHbI COOTBET-
CTBOBaTb CPEAHMM BO3PACTHBIM MOKa3aTerisim.

MaumeHTy K. nocne ycTaHOBRNEHWs AuarHosa
ObINO Has3Ha4yeHo ambynatopHoe nedeHue. B kade-
CTBE FOPMOHO3aMeCTUTENbHON Tepanuu 1CMosb30-
BanMCb MPOMOHIMPOBaHHbIE 3Mpbl TECTOCTEPO-
Ha ONS napeHTepanbHOro BBEAEHMS B OO3MPOBKE
250 mr ¢ kpaTHOCTbI0 BBeaeHua 1 pas B 3—4 Hegenu.

Ha ¢oHe npoBogumon Tepanuu cnycTta 6 mecs-
ueB Habnioganacb NONOXWUTENbHAs AUHaMuKKa: yBe-
nrMyeHne B pa3mepax TECTUKYM Ha 3 M, NosiBNeHne
€OMHWNYHBIX BOJTOC Y OCHOBAaHWSI MOMOBOrO YreHa,
npubaBneHne B pocTte Ha 2 cMm. B TeueHue neve-
HUsi OTMEeYanocb M3MeHeHue KOoHdUrypauum Tena:
nosiBunacb MacKkynuHu3aums Tena. Hactpoenwue
pebeHka yny4dwwmnocek. Co CroB mane4uka, nydile
cTan cebs 4yBCTBOBaTL B COLMyMe, NosBUIach yBe-
pPEHHOCTb B cebe 1 MHTepec K MPOTMBOMOSIOXKHOMY
nony.

Ky6aHckun Hay4HbIi MeauumHcknii BecTHuk / Kuban Scientific Medical Bulletin

3aknro4yeHune

B cBeTe BbiweckasaHHoro, cuHgpom Kanbma-
Ha — HacnefCcTBeHHOe 3aborneBaHne, KOTopoe Xa-
pakTepuayeTca rMnoroHagoTPONHbIM MMNOroHaamn3-
MOM 1 aHocMuen. [JnarHo3 OCHOBaH Ha CoYeTaHuun
KITMHUYECKMX OaHHbIX: 3adepXKka nonoBoro U gu-
3M4YECKOro pasBuTUS, MMNOCMUSA, OAHHBLIX AOMOJTHU-
TenbHbIX METOAOB UCCNeN0BaHWs (BbISIBIIEH rMNOro-
HaOOTPONMHbIA TMNOroHaAM3M, OTCYTCTBME BbiOpoca
JIC npy npoBegeHun Npobbl ¢ AudepennuHoM, rmno-
nnasusi 06OHATENbHbLIX NYKOBUL, MO AaHHbIM MPT,
remusurotHag Mytaumsa c.1402_1403insTG B reHe
KAL1). Heobxogumo obpalyaTb BHMMAHME Ha CUM-
NTOMbl 3a4€pPXKM MOSIOBOrO pPasBUTUS, OeTallbHO
obcnepoBath GOMbHBIX, CBOEBPEMEHHO CTaBUTb
avarHo3 M HadmHaTb Tepanuto. CemMbe Heobxoam-
MO 00paTUTBLCA 3a KOHCYNbTaUMen K reHeTUKY C Le-
nbto obcnenoBaHUA POACTBEHHUL, XXEHCKOro nona
0N VCKIIOYEHNS] HOCUTENbCTBA MYTAHTHOIO reHa
KALT1.

bnarogaps BoBpemsi Ha4aTOMy rOpMOHO3aMeCTu-
TENbHOMY JIe4YEHUI0 MOMOBOE CO3pPEBaHME MPOUC-
XOAUT BO BCEX CIlyyasix, YTO NMO3BOSISIET HE TOMbKO
CKOPPEKTUPOBATb FOPMOHAIbHbIN CTaTyc, HO U CO-
LManbHO M MCUXOMOrMyeckn aganTupoBaTbh TakMX
noeTen.
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