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CMHAPOM OJUITPOBA: KAK 3ANOA4O03PUTDb NMPOBJIEMY?

OnbIT 3HAOKPUHOJIOIA

© H.W. Bonkosa, N.10. JasnageHko*, N.b. PeweTHnkos, C.C. bpoBKnHa

PocToBCKMIN FOCYAapCTBEHHBIN MeANLMHCKNI YHUBepcuTeT, PocToB-Ha-LloHy, Poccninckaa Oepepauns

CuHapom Onnrpoga (Alacrimia, Achalasia, Adrenalinsufficiency, AAAS) — peakoe ayTOCOMHO-PeLIeCCUBHOE MYNIBTUCUCTEMHOE
3aboseBaHNe, XapakTepur3yloLeecsi XPOHNYECKO HaAMoUYeYHKOBOWM HeAOCTaTOYHOCTbIO, aTaKPUMIME 1 axasla3uein Kapanm,
nosyymBLUee Ha3BaHVe CMHAPOMA «Tpex A». ITo 3aboneBaHme HepeaKo acCOLMUPYETCA C PasUHbIMA HEBPONOrMYECKAMY
paccTporcTBamMu, aMMOTPOUEN, B TaKUX ClyYanX BbIAENAT CUHAPOM 4A 1 5A, 0iHaKo MHOrAa peyb MAET Wb O cHAPOoMe 2A.
Bo3HuKHOBeHNe 3aboneBaHNA obycnoBneHo myTauueit B reHe AAAS (12q913), koTopblin koanpyeT 6enok ALADIN, asnstowmincs
KOMMOHEHTOM KoMMeKca AgepHbix nop. MprBoArM KIIMHUYeCKoe HabniogeHre nayneHTa, CTpagatoLlero cuHapomom Onarpo-
Ba. [aLMeHT MeN TUNNYHYIO KIIMHUYECKYIO KapTUHY — anakpuUMUIO, axanasuio Kapamm, HaanouyeyHNKOBYIO HEJOCTaTOYHOCTb,
CyBOPOXHbBIN cuHapom. OfHAKO HEBPONMOrMUYECKIE PacCTPOMCTBA, BblpaXatoWwmecs CyOPOXKHbIM CUHAPOMOM, CO BPEMEHEM
peayumpoBanucb. HeCMOTpsA Ha MONHYI0 KNMHWYECKYIO KapTXHY, AMarHo3 BbiCTaBeH nnwwb cnycTa 14 net. CuHgpom Onnrposa
BEPMOULIMPOBAH NPW rEHETUYECKOM aHanu3e: BbisiBfieHa NaTtoreHHas myTaumsa c.43C>T reHa AAAS. OTmeualoTcs nporpeccns
CTENEHUN TAKECTUN anakpuUmMmm, NoTPeOHOCTY B MMIOKOKOPTMKOCTEPOMAAX CO BpemeHeM. Ha npriMepe AaHHOMoO Cilyyas Mbl X0O-
TeNV NPOAEMOHCTPUPOBATb TPYAHOCTb ANArHOCTUKM B CBA3M C HEOCBEAOMIIEHHOCTBIO KIMHULIMCTOB O JAHHOM 3ab0/1eBaHNy,
Ba*KHOCTb MEXANCLUMMHAPHOIO B3aUMOAENCTBUSA, a TakXKe HeOOXOANMOCTb ANCMAHCEPHOTO HAOMIOAEHNA TakKNX NALMEHTOB.

KJTIIOYEBBIE CJIOBA: cuHopom Onneposa, mpunsiem A, anakpumus, axaaasus, HaONo4Ye4YHUKO8as He00CMamo4YHOCMb, KAUHUYecKul ciy4yad.

ALLGROVE SYNDROME: HOW TO SUSPECT THE PROBLEM?
ENDOCRINOLOGISTS EXPERIENCE

© Natalya I. Volkova, llya Y. Davidenko*, Igor B. Reshetnikov, Snezhana S. Brovkina

Rostov State Medical University, Rostov-on-Don, Russian Federation

Allgrove syndrome (Alacrimia, Achalasia, Adrenal insufficiency, AAAS) is a rare autosomal recessive multisystem disease char-
acterized by chronic adrenal insufficiency, alacrimia and achalasia of the cardia. This disease is often associated with various
neurological disorders, amyotrophy, in such cases, it is named 4A and 5A syndrome, but sometimes there is also 2A syndrom.
The occurrence of the disease is due to a mutation in the gene AAAS (12q13), which encodes the protein ALADIN. Here is
a clinical observation of a patient with Allgrove syndrome. The patient had a typical clinic: alacrimia, achalasia, adrenal in-
sufficiency, convulsive syndrome. However, a neurological disorder, manifested by convulsive syndrome, passed with time.
Despite the full clinical picture, the diagnosis was made only after 14 years. Allgrove syndrome was verified through genetic
analysis revealed a pathogenic mutation c.43C>T gene AAAS. Progression of the severity of alacrimia and need of glucocorti-
coids over time was noted. We shown the difficulty of diagnosis is due to the lack of awareness of clinicians about the disease,
the importance of interdisciplinary interaction, as well as the need for follow-up of such patients.

KEYWORDS: Aligrove syndrome, Triple A syndrome, AAAS, case report.

AKTYAJIbHOCTb nepsoro yrnoMmuHaxus B 1978 r,, korga J. Allgrove n coasr. [1]

onncanun ase HecBA3aHHbIe Napbl cnbcoB ¢ FMIOKOKOPTUKO-

CuHgpom Onnrposa, unu TpunneT A (Alacrimia, Achalasia,
Adrenal insufficiency, AAAS), — pegkoe MynbTUCUCTEMHOE
3aboneBaHne, XapakTepusyloLleecs XPOHUYECKOW HAAMo-
YEYHMKOBOW Hef0CTaTOYHOCTbIO, aNlakKpUMMEN 1 axanasuven
kapgum [1]. [laHHOe 3aboneBaHve HepenKo accoLMMpyeTcs
C HEBPOJOrMYECKON ANCOYHKUMEN, 38 UMEHHO C BEF€TaTUBHOM
ancdyHKUMen 1 HepopereHepaumen, yMCTBEHHOW OTCTano-
CTblO, aMOTPOdUE — B TaKUX CITyYanX BbIAENSIOT CUHAPO-
Mbl 4A 1 5A, ogHaKo MHOrga NPOoABNATCA NWWb ABa NpW-
3HaKa, 1 Torga peyb uaeT o cuHgpome 2A [2]. 3aboneBaHne
HacnegyeTcAa ayTOCOMHO-peleccuBHo. Passutme 3abone-
BaHuA obycnosneHo myTauuen B reHe AAAS (12g13), koTo-
pobin kogmpyet 6enok ALADIN [3, 4]. PacnpocTpaHeHHOCTb
<1/1 000 000; ony6nmkoBaHO MeHee 100 crlyyaeB C MOMeHTa
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CTEepPOVAHON He[OCTAaTOYHOCTBIO U axanasnen Kapamm — co-
CTOAHMEM, XapaKTEPU3YIOWMMCA 3alepXKKOW MOCTYrMieHns
NULLK B XeNYAOK U pacluMpeHneM rpyaHOro oTaena nuieBo-
Za. Y Tpex u3 3TuX NayueHTOB Take Oblfa HapylueHa cres-
HaA MpoAyKUMA, YTO 3acTaBUJIO aBTOPOB MPEAMNONOXKUTD,
YTO KOMOMHaUUsi HAANOYEUYHNKOBOW HeJOCTaTOYHOCTH, axa-
Nasun 1 anakpuMUM NpeacTaBnseT cobol HacneacTBEHHOe
pacctponctso [1]. ABTOpbI TaKXe CCbanuch Ha npeabiaylume
ny6nukaumu R. Kelch v coasr. (1972) [5], a Take R. Counahan
1 R. West (1974) [6], KoTopble coobLiany 0 nauneHTax ¢ Ha-
CNefCcTBEHHOW PE3NCTEHTHOCTBIO HAAMOUYEYHUKOB K agpeHo-
KOPTUKOTPOMHOMY ropmoHy. J. Allgrove otmeTun, 4to y 3TnX
nauneHToB pa3Bunach axanasus, 1 NPeanosioxKni, YTo y BCex
NMaumneHTOB Oblsl OAWH 1 TOT e cuHapom [1].
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CASE REPORT

Cnycta pnvTenbHoe Bpema MocCse MepBOHayasbHOro
onucaHua Tpumnneta A fBe rpynnbl yYeHbIX He3aBUCUMO ApYr
ot Apyra B 2000 1 2001 rr. onuncanu reH AAAS, myTaumm B KO-
TOPOM ABAAKTCA MPUYMHON JaHHOrO cuHapoma. feH AAAS
pacnonoXkeH Ha A/IMHHOM nneye xpomocombl 12 (12q13.13)
BONUM3M Knactepa reHoB kepatuvHa tvna ll. OH copepxut
16 3k30HOB, Kogupyowrx 547 amvHokncnoT 6enka ALADIN
(alacrimia, achalasia, adrenal insufficiency, neurologic disor-
der), N3BECTHOro TakXe Kak agpakanuH. [JaHHbl 6enok —
uneH cemerictea 6enkos ¢ WD-nostopamu (TpuntodaH-acna-
parnHoBasa KNCioTa) — ABMAETCA KOMMOHEHTOM KOMIMeKca
anepHbIx nop [3, 41.

XoTs TouHyl natodursmonorvio ele MNpPeacTouT BbIAC-
HWTb, NpeanonaratoT, 4to MyTaHTHble 6enkn ALADIN yxyawa-
0T HYKNeOoUUTOMNNa3MaTUYECKyo LIMPKYNALUIO MYNbTUMOSE-
KYNAPHbIX KOMMNEKCOB 1 AENaloT KNETKN BOCMPUMMYMBBIMIA
K OKUCNUTENIbHOMY CTPeCCy, YTO MPUBOAMUT K CENeKTUBHOWN
pereHepaummn TKkaHen [7]. NccnepoBaHuaA in vitro nokasanw,
yTo MyTaumm ¢ yceyeHnem N- nnu C-KOHUOB 1 BOJbLIMHCTBO
HeyceuyeHHbIX MyTaLuiA, 0cobeHHo B obnactu WD-noBTOpOB,
NPUBOAAT K MUCSIOKanu3auumn 6enka ALADIN, noteHUmanbHO
BbI3bIBAlOT QYHKLMOHANbHOE HapyLUeHMe B3auMOAencTBus
myTaHTHoro ALADIN ¢ gpyrmun accoummpoBaHHbIMUK 6enka-
Mu [8]. Tak»Ke onmcaHo Bo3moxHoe B3anmogerictere ALADIN
C perynaTopom KnetoyHoro uukna PGRMC2 (memb6paHHbIN
KOMMOHEHT peLienTopa nporectepoHa 2) u yyactme ALADIN
B KNETOYHOM ENEHUN NOCPeACTBOM NPOCTPAHCTBEHHON pe-
rynAunmM CepUH/TPEOHNH-NPOTENHKMNHA3bI 6 [9, 10].

Ha ceropHsAwWwHMI aeHb n3BecTHO bonee 60 myTauumii AAAS,
0K0110 60% COCTaBAAT MUCCEHC-MyTaLmMn, okono 10% — my-
TaLuK caliTa CNNancuHra, nout 30% — Hebonbluve aeneuun
1 BCTaBKW, OQHOKPATHO OMMCaHa NpoTaXKeHHaa geneuuma [6].
MNpn 3TOM HeKkoTopble NauneHTbl C TPUNIeTom A He umetoT
naeHTMoULMpPOBaHHOM MyTauumn reHa AAAS. leHeTnyeckas
NPUYMHa PacCcTPONCTBA y 3TUX J0AeN Hen3BecTHa. BepoaTHo,
UMEIOT MECTO aTUMUYHblE MyTaLUK, HE BbiABAAEMbIE PYTUH-
HbiMK MeTogamm [11-13].

KnnHnueckn cnHapom Onnrposa pa3HOObpaseH: oTMeva-
I0TCA pa3numa B Habope 3aboneBaHnii, NX TSXKeCTU, nocne-
[10BaTENbHOCTY 1 BO3pacTe MaHudpecTtaumm. besycnosHo, Bce
3TO CWMJIbHO 3aTPYLHAET AUArHOCTUKY.

Anakpumus (rmnonakprmmsa) — Hambosiee NMoCTOSIHHDBIN
1 YaCTO BCTPEYAIOLMNIACA CUMMNTOM, PaCcnNpOCTPaHEHHOCTb KO-
Toporo gocturaet 99% [14]. Anakpumusa Obina nNpeanoxeHa
B KQUeCTBe PaHHEero AMarHoCTUYeCKoro Npmn3Haka CMHapoMa
OnnrpoBa, Tak Kak MpUCYTCTBOBana MpPakTMYeCKn BO BCEX
cnyyanx ¢ poxgaeHus [15, 16]. Matodursnonorus fJaHHOTo CMm-
nToMa OOyCroBfieHa BereTaTUBHOW AeHepBaLuen Cle3HbIX
xenes. MNMpu 31oMm Mopdonornyeckn otmevaeTcss atpodus
VAN rmnonnasna cnesuolx xenes [17]. Yawe Bcero npoteka-
eT 6eccMMNTOMHO, OAHAKO BO3MOXHO pa3BUTME KepaTomna-
TUN N N3BA3BNEHUA pPOrosuubl. BbisBnaeTca npu Twartenb-
HOM OMnpoce 1 OOBEKTVBHOWN OLIEHKE MPX MOMOLLM NPO6bI
LLnpmepa [18].

Axanasus Kapamm obblYHO BO3HUKAET B IETCKOM BO3pac-
Te, Yalle B NepBoe AeCATUNETUE XKU3HN, HO MOXKET Pa3BUTb-
¢ 1 no3xe. Bctpevaetca npubnusntensHo B 93% criyyaes
1 NpoABNAETCA PBOTON, Ancdarueit, 3amesieHHbIM Habopom
Maccbl Tefa 1 XpoHndyecknm Kawnem [14]. Tmcronornyecku
OTMEYaEeTCA BblpaXKEHHOE YMEHbLUEH/E KONMYeCTBa Unu oT-
CYTCTBI/IE HEMPOHOB ay3pbaxoBa (MEXXMbILLEYHOTO) HEPBHOTO
cnneTteHus nuwesoga [18].
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HagnoyeuHnkoBasa HeQOCTaTOYHOCTb — TpeTun npwu-
3HaK Tpumnsieta A, KOTOPbI BO3HMKAET OObIYHO MO3kKe
OPYrMx nMposBEeHWNA: B MEPBOM [AECATUNETAN >KU3HMW,
B MOAPOCTKOBOM Nepuoge unu gaxe y B3pocnbix [19]. Pac-
npocTpaHeHHOCTb pocturaet 100%. OHa pa3BuMBaeTcA
BCNeACTBUE PE3UCTEHTHOCTM HAAMOYEYHMKOB K agpeHo-
KOPTUKOTPOMHOMY FOPMOHY, YTO MPVBOAUT K OUYEHb BbICO-
KUM YPOBHSAIM ajpEHOKOPTMKOTPOMHOFO FOPMOHA 1 HU3KUM
YPOBHSAIM KOPTM30/1a B CbIBOPOTKE KPOBW. M3onmpoBaHHas
MMIOKOKOPTUKOCTEPOUHAA HE[OCTaTOYHOCTb NMPOABSAETCA
KIacCMyecKnMun npusHakamm — cnabocTbio, yCTanocTbio,
6051AMYM B XKMBOTe, Yy MHOTMX 60MbHbIX HabgalTca Npo-
rpeccupyowasn runepnMrMeHTaumna u 3nn3oabl rmnornmke-
mMuu [15]. Bbinu onucaHbl cnyyan MUHEPATOKOPTUKOUAHOM
HeJOCTaTOYHOCTM, OAHAKO OHa BCTpeyanacb nmwb y 10% na-
umeHToB [13, 18], B CBA3U C YeM Ha3HAYEHNE MMHEPANOKOpP-
TUKOWMZOB MPU HEYKPOTMMOW PBOTE U NMoTepe Macchbl Tena,
CBA3AHHbIX B OOJbLUVHCTBE C/lyYaeB MMEHHO C axasiasuen
Kapguw, byneT ownb6ouHbim [18].

YeTBepTblM, CaMbiM GEHOTUMUYECKUN reTEPOreHHbIM K-
H/YEeCKM nposBieHMeM cuHgpoma OnirpoBa ABnsAeTcA
LeHTpanbHas, neprdepuyeckas UM aBTOHOMHasi HEBPOJIO-
rmyeckas ancoyHKuus. OGbIYHO OHA BO3HMKAET Ha MO34HUX
3Tanax 3aboneBaHWs 1 HOCUT NPOrPECCMPYIOLLUI XapaKTep,
ABNAACH [MIAaBHbIM KJIMHUYECKUM MPOSBIIEHNEM Y B3POCbIX
C cnHgpomom OnnrpoBa [20—22]. MeHblue M3BECTHO O He-
BPOJNIOTMYECKNX HAPYLIEHWAX, MPOABMAIWYNXCA B [ETCKOM
Bo3pacTe. OQHAKO VX PaHHee BbIsIBJIEHNE U fleYeHne MOryT
YNyuLNTb OTAAJIEHHbIE pe3ynbTaTthl [23].

BeretatuBHasa AMCYHKUMA NPUBOAUT K AMCTUZPO3Y,
HapYLUEHUAM MNULLEBAPEHNA, KPOBOOOPALLEHNA U MOYEBbI-
LeneHns, HapylleHUsAM MosioBor cdepbl; NMpaMuaanbHbI
CUHZpPOM 1 Nepudepmryeckas Heponatus obycnoBnMBaoT
HapylleHUs Npu xofbbe, a UHOrAa U CEHCOPHbIN aedbuunT;
6ynbbapHbIN CHAPOM U MOPaXKEHME NULIEBOrO HEPBaA ABNS-
0TCA NPUYNHON HEOHO-TNTOTOYHOWN HEAOCTAaTOYHOCTM, aMUO-
Tpodumn 1Ny napesa A3bika, AUCPYHKUMUM KPYrOBOWM MbILULIbI
pTa 1 opodapurHreanbHon gucdarvu. Y naumeHToB ¢ Tpune-
TOM A OTMEeYan1cb AeMeHLMs, YMCTBEHHAs OTCTaNoCTb, Oyrb-
6ocnuHanbHas ammnoTpodus, aTpodus 3pUTENbHOrO HEPBa,
NapPKNHCOHM3M, AN3apTPUA, AUCTOHKA 1 xopea [15, 20, 24].
Tak>ke 6bI1 onucaHbl u gpyrue 6onee pefKme NPUsHaKM CUH-
Apoma OnnrpoBa — MuKpouedanusa, rHycaBas peub, nogo-
LUBEHHDIV U NaJIOHHBIN MMNEePKepPaTo3, HU3Kas MHepasibHas
NAOTHOCTb KOCTHOWM TKaHW M OCTEOMNOPO3, CKOJINO3, HU3KNI
POCT 1 KCEPOCTOMUS, CUHAPOM YIJIMHEHHOTO nHTepBana Q-T,
ancnnnupemuma llb Tuna [25].

OMUCAHUE KIIMHUYECKOIO CNTYYAA

O naymneHTe

MauuweHT A., 25 net, 1994 roga poXkaeHus, obpaTuncs
B KNHNKY OIBOY BO «PoctTMY» MuH3gpasa Poccnm ¢ xa-
no6aMy Ha CHVKEHHYIO TONEPAHTHOCTb K GU3NYECKON Ha-
rpy3Ke, MbIlleyHylo cabocTb, MOCTOAHHYIO YCTaNoCTb, MO-
TEMHEHUE KOXKHbIX MOKPOBOB.

AHamHe3 3abonegaHus. V13 aHamHe3a 3aboneBaHuA u3-
BECTHO, UYTO C POXAEHWA POAMTENU 4YacTo obpallanncb
K neguatpy C pa3HOOOpasHbiMU Kanobamu: Ha BANOCTb,
CHUWPKEHHBIN anneTuyT, YacTble CPbIrMBAHMA U OCTPbIE pecnu-
paTopHble BUpPYCHble uHdekuun go 10 pas B rog. OgHako ne-
ZMaTp He 3anofo3pwi Kakyl-nnbo cepbesHyto NaTonoruio.
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C nepBbIX MeCALEB XU3HW CTanu Nepuoanyeckyi BO3HU-
KaTb MPOAB/IEHNA QUCMENCUYECKOTO crHApoMa. Tak, B utone
1994 r. B BO3pacTe 6 MecC BriepBble BO3HMKMA ANCHYHKUNA Kn-
LIeYHUKa, MPOABMBLLAACA YacCTbiM, O 6—7 Pa3/CyT, XULKIUM
cTynom 6e3 NoBbIWEHUs TEMMEPATYPbI, KOTOPas KynmpoBa-
nacb yepes 1 Heqn. B 1996 r. (2 roga »n3HM) NPUCTYNbI ANC-
nencnyeckoro CMHAPOMa BO3HMKaIM HECKOJbKO pas. Y nauu-
€HTa OTMeYarnacb OQHOKpPaTHasA PBOTa, YaCTbIN XUAKNN CTYN
[0 3 pa3/cyT B TeyeHue 2 gHeli 6e3 NoBblleHNA Temnepa-
Typbl. [lJaHHasA CUMNTOMATVKA MPOXOAUIa CaMOCTOSATENbHO.
MNpoBeneHHOe yNbTPa3ByKOBOE NCCNeQOBaHNE XKeTYHOro My-
3bIPs C HAarPy304YHbIM 3aBTPAKOM BbIABUIO AVCKUHE3MIO XeJl-
YeBbIBOAALLMX MyTe MO rMNepKUHETUYECKOMY TUMY, Nepero
XKENYHOro ny3blpa B HWXKHEN TpeTu. CrneayeT OTMETUTb, UTO
K 3TOMy BO3pacTy BrepBble JOKYMEHTaNIbHO 3adUKCpoBaHa
rNIoKO3a KPOoBU 3,2 MMOJTb/N.

B aiHBape 1997 . (3 roga) nauneHT Obla rocnuTann3npoBaH
Mo MOBOAY PEe3KOro YXyALEeHUA COCTOAHUA, KOTOpOoe CoMnpo-
BOXKOANOCb CYAOPOKHbIM CMHAPOMOM, PBOTON, YUaLLEHHbIM
CTynom fio 7 pas/cyT, nogbemom Temnepatypbl 4o 38 °C. Bbl-
CTaBneH pauarHo3s: «lMnepTeH3noHHo-rngpoLedanyeckmn
CUHAPOM, CYLOPOXHbIN CUHAPOMY. MMauneHT cTan nonyyatb
¢deHobapbuTtan no 0,025 r 2 pasa/geHb 1 ObiT NOCTaBieH
Ha AVCMAHCEPHBIN YYeT K HeBpOJIory. TakxKe OblI0 YCTaHOB-
NEHO, YTO Y pebeHKa BO3HMKAIOT CyAoporu Ha GpoHe pe3Koro
CHVIXXEHMSA TemnepaTypbl Tena.

B anpene 1997 1. (3 roaa 4 mec) pebeHOK CHOBa OCMOTPEH
XVIPYProM B CBsi3V C MHOTOKPATHOW PBOTOM, 60MsIMIU B XKMBO-
Te. MNpn 06bEKTVBHOM OOC/IE[OBaHNM HaMpsXeHnsa nepes-
Hel GPIOLLHON CTEHKU HET, CUHLPOM Pa3fpakeHus OpIoLWHBbI
COMHUTENbHBIN. PekomMeHAOBaHa KOHCYNbTauWsA racTpO3H-
Teponora. MNpu peHTreHonormyeckom o6cnieloBaHN ObHa-
pYy>KeHbl MPY3HAKM axana3vn Kapguv, ManbuuK HampasieH
B JETCKOE XMpypruyeckoe oTaenieHune, rae 6biia BbiMoSIHEHa
Kapanogunatauma no Mukynuuy. Yepes 3 Hepn npoBegeHa
OLleHKa COCTOSIHUA MauMeHTa: »Kanobbl Ha TOLIHOTY Y PBOTY
COXPaHSNNCb, YTO NOATBEPAMNIO He3hPEKTUBHOCTb Kapano-
Avnataumu, B CBA3M C Yem Obina 3aniaHnpoBaHa Kapguona-
cTuKa. OfHako y 601bHOro CNyunnca reHepanm3oBaHHbIN Cy-
[OPOXHbIN MPUMAZOK, YTO NOTPebOoBaNo NeyeHrs, No3Tomy
XMPYPryecKoe BMeLIATeNbCTBO ObIIO OTIONEHO.

Yepes 1 Mec oTMeUeHbI KIIMHUYECKUE CUMMTOMbI OCTPOTO
XMBOTa C MHOTOKPATHOW PBOTON 1 MOABEMOM TeMMepaTypbl
1o 38 °C, NPUHATO peLleHne 06 SKCTPEHHOW neyebHo-ana-
rHOCTMYeCcKon nanapotomun. OgHaKO 3TMONOMMYECKON Npu-
UMHbI JAaHHOTO COCTOSIHUA BbISIBIEHO He OblIo. Xupyprom
ObI10 MPUHATO PELLIEHME NMPOBECTU PAHEE 3arn1aHNPOBAHHYIO
SKCTPaMyKO3HYI0 Kapgunonnactuky no lennepy.

B 1998 1. (4 roga) poavTeny 3aMeTuNn, YTo pebeHoK cTas
BAMbIM, Horblue cnan, OTMETWIN MOTEMHEHUE KOXKHbIX MO-
KPOBOB, B OCOOEHHOCTY JIOKTEN, JTAAOHHbIX MOBEPXHOCTEN.
B cBA3M C OTCTaBaHMeM Macchl Tefla (HeCMOTPA Ha To, YTo ap-
TepuvanbHoe JaBfieHre OCTaBaioCh B Npefenax HopMbl) ne-
OVaTPOM 3arnofo3peHa HaNnoYeYHNKOBasA HeJOCTaTOYHOCTb,
pebeHOK Oblnl HaMpPaBIeH Ha KOHCYNBTALMI0 SHAOKPYIHOMOra.
BbifBNEHO MOBbBILEHWE afPEHOKOPTUKOTPOMNHOIO roOpMOHa
(470 nr/mn) 1 3HauUUTENbHOE CHVXKEHME YPOBHA KOpPTMU30na
(0,05 mKkr/gn), B cBA3M C yeMm BbICTaB/IeH AnarHos: «[lepBuy-
Has XpOHMYeCKas HaAnoYeyHMKOBasi HEAOCTAaTOUYHOCTbY,
Ha3HayeH rMAPOKOPTM3OH B CTapToBOW f03e 30 Mr/cyT, KO-
TOpas B TeYeHMe nocnemyoLwmx et Obina CHUKeHa [0 5 mr.
C 10-neTHero Bo3pacTa nonyyaet no 10 Mr/cyT ruapoKopTn-
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30Ha, Ha PpOHe Yero coCTosHNe CTAbUNU3MPOBaNOCh, MALMEHT
AKTUBHbIX Xanob He npeabaABnA.

B 2003 r. (9 net) BBMAY yXyALWAOLWEroca 3peHnsa naum-
€HT MPOKOHCY/BTMPOBAH OKYNIMCTOM, BbICTAB/IEH [AMArHo3:
«[MNepMeTpoNMUYEeCcKnin aCTUrMaTU3MY.

C 2009 r. (15 neT) camocCTOATENbHO MpPeKpaTua Mpuem
beHobapbuTana B CBA3UN C AJIMTENbHBIM OTCYTCTBMEM CYAO-
POXHbIX MPUMNAJKOB.

B TeueHune 8 net (c 10 o 18-neTHero Bo3pacta) NPoxXoaunn
perynapHbiii MEQULIMHCKA OCMOTP /151 OLIEHKM afeKBaTHO-
CTV Tepanuu; 3HaYMMOW AUHAMMKN B COCTOAHUUN MaLMeHTa
He Obifo, TepannA He MeHANach.

B 2012 r. (18 neT) B €BAA3Y C anobamu Ha Nporpeccrpyio-
Lyto cnaboCTb, CHUXKEHME TONIEPAHTHOCTY K GU3MUECKUM Ha-
rpy3Kkam, COHIMBOCTb, NMaureHT A. FoCNUTanM3pPOBaH B na-
HoBOM nopsagke B KNHUKY OIBOY BO «PoctTMY» MuH3gpasa
Poccumn.

DusunkanbHble AaHHble

Mpy 06BEKTUBHOM OCMOTPE OTMEYANNCH ACTEHNYECKUN
TUN TenocnoXeHus; gebuunt maccbl Tena (poct 171 cwm,
BeC 48 Kr, UHAEKC Macchbl Tena 16,5 Kr/M?); runepnmrmeHTa-
LA KOXHbIX MOKPOBOB JIalOHEN, MOAMbILIEYHbIX BMagvH,
Ha KOXe nepefHen OGPIOLWHON CTEHKU B 06/1acTX nocneone-
pauuoHHoro py6ua (puc. 1, A, b). KocTHO-MbILeYHasa cuctema:
OTMeYalTCA C1aboCcTb B MPOKCMMAIIbHbIX MbILILLAX KOHEUYHO-

Puc. 1. MayueHT A, 18 neT: cungpom Onnrposa
MNpumeyaHne. A, b — 06beKTBHOE 06CNefoBaHNe.
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cTei, pepopmauma KACTeN. B nerkux gpixaHve Be3uKynspHoe,
XprnoB HeT. ToHbl cepLa ACHbIe, PUTMUYHbIE. ApTepuranbHoe
JaBneHne 100/70 MM PT.CT., YaCTOTa CepAeYHbIX COKpaLLeHNI
74 yp./MmnH. OTMeuaeTca nokpacHeHue cknep. Mocne yrny-
6neHHoro cbopa aHaMHe3a B CBAA3Y C OOHAPYKEHHOW 0CO6EH-
HOCTbIO, TaKOW Kak MOMHOEe OTCYTCTBYE Cie3 Ha NPOTAXeHNN
XM3HU, NALNEHTY Ha3HaUYeHa KOHCYNbTaLuA OKYINCTa.

MpepBapuTeNnbHbIN ANArHo3

Ha ocHoBaHWM »ano6 nauneHTa, AaHHbIX aHaMHe3a
N OOBEKTMBHOrO 0OCNefOBaHUS MPEAnoioKeH AMArHo3:
«[epBUYHaAs HAANOYEUYHNKOBAsA HEJOCTaTOYHOCTbY.

MaumMeHT NPOKOHCYNbTUPOBAH OKY/IUCTOM, KOTOPbIM
6bIn NpoBeaeH cnesHbil TecT Lnpmepa n BepudpuumnposaHa
ANaKpUMNA NErKoW CTEMEHN TAXKECTU.

JlabopaTopHoOe N NHCTPYMEHTaNbHOe ncc/iefoBaHue

[na noatBepXAeHUA NEPBUYHON HALMOYEYHMKOBOM
HeOOCTaTOYHOCTU ONpedensinu cogepkaHme 6aszanbHo-
ro KopTMsona yTpoMm (B MOMEHT B3ATMA KPOBWU Tepanuio
rMIOKOKOPTUKOCTEPOUZAMI NaLMEHT He noJsiyyan) v agpe-
HOKOPTUKOTPOMHOIo ropMoHa. o pe3ynbratam nabopa-
TOPHbIX NCCNef0BaHNA BbIABNEHO MOBbILEHWE afPEHOKOpP-
TMKOTPOMHOrO ropmoHa (95 nr/mn) n NpakTUYeckn NosiHoe
oTCcyTCTBUE cekpeuun KopTtusona (0,1 mkr/gn). MonyyeHHble
JaHHble NO3BONUN NOATBEPAUTL AMarHO3 NepBUUYHON Hag-
NOYEYHUKOBOW He[OCTaTOYHOCTW. bbina oueHeHa cekpeyua
MVHEPANIOKOPTMKOMAOB: YPOBHU anbAoCTEPOHA U PEHMHA
nyia3aMbl OKa3anucb B npeaenax pedpepeHcHbIX 3HaUeHN.

OnddepeHumnanbHaa AnarHoCTMKa

Mpu anddepeHLmanbHOM fMarHOCTUKE ANA UCKIOYe-
HUA afpPeHONENKOAUCTPOGUY MPOBEAEHO KCCeoBaHKe
npegenbHbIX ATMHHOLIENOYEYHbIX XUPHbIX KACIOT Miasmbl
KpPOBW, NoKasaTeNn KOTOPbIX OKa3anucb B HOPME, YTO Mo-
3BOSINIIO UCKITIOUMTb aHHOE 3aboneBaHue.

OKOHuaTesibHbI ANarHo3

YuntbiBaA HETUNUYHOE COYeTaHNE OTHOCUTENbHO PeKnx
NaTonornMm y AaHHOro NaumeHTa, 3anogo3peHa nx eanHas re-
HeTuuyecKas NPYpPo[a, B CBA3M C Yem OblN1 MPOM3BeaeH nTe-
paTypHbIA MOWCK, U NOlyYeHHAasA COBOKYMNMHOCTb CUMNTOMOB
No3BONMa BbICTaBUTb Chegylowmn gvarHos: «lepBuyHas
XPOHMYECKasa HaAMnoyeyHMKoBas HefocTaTouHoCTb. CocTon-
HWe nocsie onepaTMBHOrO BMeLlaTenbCTBa Mo NOBOAY axana-
3um Kapaum (1997 r.). Anakpmmma. Cungpom Onnrposan.

[na okoHuaTenbHOM BeprdUKaLUKM AMArHO3a PEKOMEH-
[10BaHa KOHCY/bTaUWA reHeTrKa, OLHAKO MauueHT He Obin
3aMHTEepeCcoBaH B reHeTMYeCKOM MOATBEPXAEHUN N OTKa-
3aCA OT KOHCYAbTauuw.

OuHamuKa 3a6oneBaHuna

B 2019 r. (25 neT) B CBA3U C NOBTOPHbLIM MPOABIEHNEM
OCHOBHbIX MPW3HAKOB HaAMNOYeYHMKOBOM He[oCTaTOYHO-
CTV MauueHT Obll rocnUTanu3nMpoBaH B KIMHUKY OIBOY
BO «PoctTMY» Mun3gpasa Poccumn ana Koppekuum go3bl 3a-
MeCTUTENbHOWN Tepanuu.

O6BbEeKTUBHO HAa MOMEHT MocC/ieAHeln rocnuTanmsaumnm:
TENOCNIOKEHNE acTeHNYeckoe, aedUnT Macchl Tena (poct
172 cm, Bec 51 Kr, HAEKC Maccbl Tena 17,2 Kr/m?), B oCTanb-
HOM 6e3 ArHaMuKK (puc. 2). OKynnMcT OTMETUN YBENMYEHre
CTENeHW TAXeCTU anakpuMnu.
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Puc. 2. MauwneHT A,, 25 neT: cuHgpom Onnrposa
MpumeyaHne. O6beKTBHOE 06CNEeOBaHNE.

FeHeTnueckoe o6cnegoBaHne

C uenbto BeprdMKaunm grMarHosa ans noaTeepkaeHus
rpynnbl MHBAIMAHOCTW MNALMEHT COrNacuica Ha KOHCYNbTa-
LMIO reHeTrKa, Mo pe3ynbraTaM KOoTopoi B reHe AAAS 6bina
BblIBJIeHa FOMO3UrOTHas TPaHCBEPCUA afeHUH—LUTO3MH
B no3nunn 43 (c.43C>A), npuBogAwas K 3aMeHe rnyTaMmmHa
nusunHom B nosuuun 15 (p.Q15K). B kauecTBe pedepeHCHON
nocnefoBaTeNbHOCTU MCMONb30Banu ccbiiiky Genbank nog
Homepom NM_015665.6. [laHHOe 3aknioyeHmne Mno3BOAWIIO
noaTBepAnTb cuHapom Onnrposa.

JleyeHune

MauneHTy MHTeHcMbUUMPOBaHa 3aMeCTUTeNIbHas rop-
MOHanbHaa Tepanua MIKOKOPTUKOCTEpOUZaMn C Lenblo
KynMpoBaHUA CUMMNTOMOB HaAMOYeYHNKOBOM HepdoCTa-
ToyHOCTW. [lo3a rMapoKOPTN30Ha YBeNnYeHa Jo 25 mr/cyT
(15 mr B 8.00, 10 Mr gHem) C NONOXUTENbHBIM dpdeKToM
B COOTBETCTBMM C OMPOCHNKOM MO OLEHKe KauecTBa XN3HNY
nauneHta SF-36. Kpome TOro, 605bHOMY peKkoMeHOOBaHO
yBennyeHve [o3bl MIOKOKOPTUKOCTEPOMAOB B 2-3 pasa
B C/iyyae MHGEKUMOHHOro 3aboneBaHus, CTpecca, Xupyp-
rMUYeCKOro BMeELIATesIbCTBA, @ TakXKe HoleHue 6pacneta,
yKa3blBaloLLEero Ha Hannuue NepBMYHON HaAMOYEYHNKOBOM
HEeAOCTaTOYHOCTU. B cBsi3u ¢ anakpumwuei optanbMosiorom
Ha3HayeHbl NpenapaTbl UCKYCCTBEHHOM Ces3bl.

Ncxopbl

MauwenT BbiNnucaH 3 KnuHukn OrbOY BO «PoctTMY»
MwH3gpaBa Poccun B yaoBneTBOPUTENIbHOM COCTOAHUMN.
AKTVBHbBIX Xanob He NpedbsBAsET, OTMEYaeT yBelnyeHune
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TONEPAHTHOCTV K GU3MYECKUM Harpy3Kam, YMeHblUeHue
nurMmeHTauum nagoHen. Ha oHe npumeHeHNUsA «MCKYCCTBEH-
HOW Cne3bl» CUMMNTOMbI aNIAKPUMIM KyNMpoBanuch. *Kanobsl
CO CTOPOHbI KenygoUYHO-KNLLEYHOro TpakTa nocse nepeHe-
CEeHHOW onepauumn He BO3HUKanu. PeKomeHa0BaHO fucnaH-
CcepHoe HabnaeHre SHAOKPUHOOra.

OBCYXXAEHUE

Knaccnueckne cumntombl cuHgpoma OnnrpoBsa (ana-
KprMUA, axanasus, HagmnouyeyHrKoBad HeOOCTaTOUYHOCTb,
HEeBpPONIOrMyeckne pPaccTpPonCcTBa) NPUCYTCTBOBaNM y na-
LUMeHTa NpaKkTuyecku ¢ poxgeHna. OgHako anakpMmma Kak
Haubornee paHHUA AMArHOCTUYECKUI MPU3HAK 3TOro Ha-
CleiICTBEHHOIO 3a00NeBaHNA HY Pa3y He yroMurHanach ne-
OVaTPOM B UCTOPUM 60N1e3HU ManbyriKa 1 Hbiia 0OHapyxeHa
CJlyyYaliHO NMLWb Npu TWaTenbHOM cbope aHamHe3a. YacTtble
CPbIrMBaHMA, CMEHUBLUMECA MEePUOAMNYECKUMYU Kanobamu
Ha TOLUHOTY, PBOTY, KOTOPbIe NPUBOAMIN K HEOAHOKPATHbIM
rocnuTanu3aumam B racTPO3HTEPOSIOrMyYeckoe oTaesieHue,
He OblIM pacLeHeHbl Kak BO3MOXHbIA MPU3HaK axanasuu,
B CBA3WN C YeM PEHTreHonormyeckoe MccrefoBaHne u ee
noaTBepP>KAEHME NMPOV3OLLIO NNLWb MPU BbIPAXKEHHOW Ae-
KOMMEeHcaLMm COCToAHNA pebeHKa Ha 3-M rogy »u3Hu. Cum-
NTOMbl XPOHUYECKON HaAMOYEYHNKOBOW HEAOCTaTOYHOCTH
TakXKe OTMeyYanucb 3aJ0Nro A0 BbICTaBeHMA AMarHosa.
YnomnHaHve B aHamHe3e HeBpPOJSIorMyeckom CMMMToOMaTu-
K1 (CYyOOPOXHbIA CUHAPOM) B HaCTOALWMN MOMEHT He Mno-
3BOJIAAET rOBOPUTb O CMHAPOME 4A B CBA3U C OTCYTCTBUEM
KaKnx-nmbo MposBMEHWI MOPAXeHNA HEPBHOW CUCTEMBI.
TakiMm 06pa3om, yKe C YeTbipexneTHero Bo3pacta Obinu
BCE OCHOBAHMSA, YTOObI 3anofo3putb cnHapom Onnrposa.
OpHako, HeCMOTpA Ha perynsapHble 06CneoBaHKA, NULb
B 18 net BbiCKka3aHO NpeAnonoXKeHre O AAaHHOM PeaKoM

KNUHUYECKIMI CNYYAW

Hacnle4CTBEHHOM 3a60/1eBaHMM 11 TPOBEAEHO HEOOXOAMMOE
JoobcnenoBaHue.

3AKNIOYEHUE

JaHHbIN KANHWYECKNA Cnyvyanm WAACTpUpyeT pegkoe
HacneacTBeHHOe 3aboneBaHue — cuMHApPom Onnroposa,
UMELNIA Pa3HOPOLHbIE MPOABMAEHUA 1 Tpebylowun me-
XAncumnnvHapHoro nogxopa. Heobxogumo npvipaBaTb
3HayeHVe BCEM CUMMTOMaM, UMEIWMMCA Y MauWeHTa, YTo
MO3BONUT CBOEBPEMEHHO 3anofo3puTb opdaHHoe 3aborne-
BaHMe, B MPOTUBHOM Cjlyyae OLWMNOKA B AUArHOCTUKE MOXET
NPUBECTU K CEPbE3HBbIM XKN3HEYTPOXKAOLMM OCSIOXKHEHMAM.
Bonee Toro, y faHHoro 60/bHOr0 OTMEYAEeTCA Mporpeccus
3ab0neBaHNA: HapacTaHMe TAKECTU aNTAKPUMUK, YBESIMYEHME
NOTPeBHOCTY B FIOKOKOPTMKOCTEPOMAAX, YTO NMOAYEPKMBAET
Ba’KHOCTb AVIHAMNYECKOro HaboAeHMA TaKk/X NaLMeHTOB.

AONOJIHUTENIbHAA UHOOPMALINA

UcTtouHuk puHaHcmpoBaHusa. MoarotoBka cTatby OCyllecTBieHa Ha
NNYHbIE CPefCTBa aBTOPCKOro KOMNeKTUBa.

KoH)nuKT nHTepecoB. ABTOpbI AEKNApUPYIOT OTCYTCTBME ABHbIX
1 NOTeHLMasIbHbIX KOHGJIMKTOB MHTEPECOB, CBA3aHHbIX C NMy6nvKaLumen Ha-
cToALWwen cTaTbi.

YyacTue aBTOPOB: BefleHMe NaLMeHTa, HanucaHve TeKCTa, peaakTy-
poBaHue - Bonkosa H.W.; HanncaHue Tekcta — [laBugeHko W.IO.; BegeHme
naumeHTa, cbop n obpabotka matepuana — PeweTtHukos W.b.; cbop n 06-
pabotka matepuana — bpoBkuHa C.C. Bce aBTOpbl BHECNIN CYLLECTBEHHBIN
BKJ1afi B MOArOTOBKY CTaTbyl, NPOUAN 1 0fobpunu ¢priHanbHyo Bepcuio Ao
ny6nvkaumm.

Cornacue naumeHTa. MNayneHT JO6POBO/BHO NoAnMcan UHPOPMUPO-
BaHHOE corylacue Ha nybnmKaLuio nepcoHanbHON MegULMHCKON MHpopMa-

Ly B 06e3MueHHon popme.
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