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Aunnortamus. B cTatbe maetcs xapakTepHUCTUKa POJIM SHIOKPUHOJIOTA B JIEYCHUH MAllMeHTa ¢ cuHApoMoM JlayHa.
Oco60¢ BHUMaHUE YIEeISIeTCS BOIpocaM JTHUarHOCTUKU U Tepariy, KOMIUIEKCHOMY ITOIXOMY K JICUCHHIO CITOKHBIX
MaIMEHTOB C yYETOM OCOOEHHOCTEI TeueHUs 3a00IeBaHMUS.

Annotation. The article considers the role of the endocrinologist in the treatment of patients with Down syndrome.
Particular attention is paid to the diagnosis and therapy, an integrated approach to the treatment of complex patients

taking into account features of the disease.

KioueBbie ciioBa. DHIOKPUHOJIOTUS, IeTCKUE O0e3Hu, CMHApOM JlayHa.

Keywords. Endocrinology, childhood diseases, Down syndrome.

Cungpom Jlayna (JIC) — Haumbosee 4acTo BCTpe-
yaronieecss 3a00jieBaHUE, B OCHOBE KOTOPOIO JIEKUT
XpoMocoMmHasi aHomanus. Jdo cepenuHbl XX B. mis
0003HAaYeHUsI 3TOrO COCTOSIHUSI IIPUMEHSIIUCh TEPMU-
Hbl «MOHTOJIOUIHASI UAUOTUSI» U «MOHIOJIU3M». MOH-
roau3Mm Obl1 onucaH JxoHoM JIsnrmoHom [layHom B
1866 . KaK OmMH M3 BapUaHTOB 3THUYECKOI KJIACCHU-
¢uKauMy MauMeHTOB C YMCTBEHHOM OTCTanocThio [1].
B navane XX B. MHOTHME ydeHble MPUIJIA K BBHIBOLY,
YTO 3TO Ha3BaHMUE HEMPaBUJIbHO XapaKTepu3yeT 3a00-
JIeBaHUe, TaK KakK IMalMeHTbl aHTPOIIOJOTMYEeCKU He
SIBJISIIOTCSI MOHTOJIaMU. [eHeTHdyecKasi IpUYMHa 3TOr0O
COCTOSIHUSI — TpucoMus 1o 21-i1 xpomocoMe — Obla
otkpneiTa B 1958 1. ZKepomom Jlexxenom [2, 3]. Boiee
MO3AHUE WCCIeAOBAHMUSI YAaCTUYHOU TpucomMuu 21-it
XpPOMOCOMBI 4Y€JIOBeKa ITO3BOJIMIM BBIACIUTH PErMOH
21g22.1~21g22.3, B KOTOPOM PACITOJIOXEHBI TeHBI, OT-
BeyamwIlre 3a pa3BUTUE OTHACIbHBIX CUMITOMOB HaH-
Horo 3abosieBaHus [4-6]. Y1 B 1965 r., npuHuMasi BO
BHMMaHUe 3asgBJeHue mnpencraButenss HaponHoit Pe-
cny0auku MOHTOJIMSI 0 HEATUYHOCTU TePMUHA «MOH-
roan3m» 1 yuutbiBas Bkiaag I:x.JI. [laHnyHa B onmucaHue
CUHApOMa U pa3pabOTKy METOIOB ero Tepamuu, Bce-
MMpHAasl OpraHM3alMsl 3ApaBOOXPAaHEHUs IIPUCBOMIIA

CEYEHOBCKHWWM BECTHUK  Ne 1(15) 2014 1.

3a00JIeBaHMI0O HOBOE Ha3BaHUe «CUHApoM JlayHa» u
BBeJIa €r0 B MEXIYHApOIHYIO KiaccuuKaiumo 6oes-
Heit [7].

HecMoTpst Ha akTUBHOE BHEIPEHUE B Pa3BUTHIX CTpa-
Hax TIpeHaTanbHoIi auarHoctuku JIC, yacToTa ero B 1o-
MYJISILUY He CHIDKAETCSI. DTO 00YCIOBICHO HECKOIbKM-
MM COLIMO-KYIBTYPOJIOTMUECKUMHU (paKTOpaMM.

JC BoisiBnsiercst B cpeqHeM y 10 u3 10 000 XKuBBIX
HOBOpOXAeHHBIX. CoOBpeMeHHasl TEHICHIIUS YBEIM-
YEeHMsSI BO3pacTa POXECHMII, TUIIMYHAS IJISI Pa3BUTHIX
CTpaH, 3HAYUTEJbHO IMOBBIIIACT BEPOSITHOCTh POXKIC-
Hus pedenka ¢ JIC. B crpaHax, e 3anpenieHbl abop-
Thl, TakKux Kak Mpnanmusa nu OobenuHeHHbIe ApadcKue
DMuparsl, 6onbie HoBopoxaeHHBIX ¢ IC. B mpoTuso-
IOJIOXKHOCTh 3TOMY, BO PpaHIuu, Iie OTMEYEeH BBICO-
KMl IPOLIEHT TIpepbIBaHUSI OEpEeMEHHOCTE B CBS3U C
pe3yabTaTaMy mpeHaTajabHoro ckpuHuHra Ha [IC, ero
pacmpocTpaHeHHOCTh HIKe [8, 9].

Hapsiny ¢ aTiM, OOJBIIMHCTBO HCCaenoBaTeaeil oT-
MeuaeT YIydllleHue IToKaszaTesieli BhDKMBAeMOCTH HO-
BopoxaeHHbIX ¢ JC. B wactHoctu, B Humepmanmgax
HeoHarajabHast cmepTHocTh npu JAC cHusmiach ¢ 7% B
1992 1. 1o 4% B 2003 [10]. K dpakTOpam, IMOBBILIAIOIIIM
pacnpoctpaHeHHOCTb JIC B MOMyJISILIMY B LIEIOM, Clie-
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JIyeT TaKXKe OTHECTU YBEJIMYCHUE MPOIOJIKUTEIBHOCTU
xwu3Hu nanueHTos ¢ IC. B CILIA, Hanpumep, cpeaHuii
Bo3pact cmeptu npu JAC ¢ 1983 1. x 1997 1. BrIpoc ¢ 25
1o 49 ner [11].

YuuTHIBAsI TOJIMOPraHHbIM XapaKTep MOpPaXXeHUs IIPU
9TOM 3abosieBaHuU, Bce MmanueHTsl ¢ JIC HyxXnaloTcs B
MEIMIIMHCKOM ITOMOIIM IIEJIOTO psiAa CIIeILHMAJIMCTOB.
B Tabn. mpuBeneHa pacrpoCTPaHEHHOCTh MOPAXKEHMUS
Pa3IMYHBIX OPTaHOB U cUCTeM, TUITMYHBIX 1151 JIC.

Tabauya.

PacnpocTpaHeHHOCTh MeTHIIMHCKIX MPoo.aeM y neteii ¢ J1C

MenumuHcKast mpodaemMa P?g:{l:::)c;‘;a
BpoxxmeHHBIE TOPOKY cepalia 44—58
Hapyienue 3peHus 38—80
Hapymenue ciyxa 38-78
CuHApPOM 0OCTPYKTUBHOTO AITHOE BO CHE 57
OOCTpyKTUBHBIE 3a00JieBaHUs JIbIXaTeIb- 30-36
HBIX MyTEN
BpokaeHHble TTOPOKU  3KEeJIyI0YHO-KU- 4-10
ILIEYHOTO TpakTa
Lenunakus 5-7
OXupeHue 3035
TpansuTopHbie MueaonpoaudepaTuBHbIe 10
3a00JieBaHUS
Hapyiienust (pyHKIIMY IUTOBUIHOM Kee3bl 28—40
ATaHTO-aKcuadbHasi HECTaOUIbHOCTD 10-30
AHOMaJIMY MOYEBBIICTUTETLHON CUCTEMBI 3,2
Koxnbie 3a6o1eBaHMs 1,9—39,2
[NoBeneHuYecKMe HApyIIEHUST 18—38

W3 tabnuiel BUnHO, yTo nanueHThl ¢ JC vaiie Bce-
IO HaIpaBJISIOTCS K SHIOKPUHOJIOTY B CBSI3M C 3a00J1e-
BaHMSIMU IIMTOBUIHON XKeae3bl U oxkupeHueM. Kpome
3TOr0, OHM MOTYT OOpallaThCs MO IOBOLY 3aIep:KKU
pocrTa.

POCT U1 ITOJIOBOE CO3PEBAHUE

IMokazarenu pocta nereii ¢ JIC He Bcerma cOOTBET-
CTBYIOT IOMYJISILMOHHBIM, B CBSI3U C YeM PEKOMEH]IY-
€TCsl OLICHMBATh MX JaHHBIE IO CIELMAIbHO pa3pado-
TaHHBIM [UISI 3TOTO 3a00J1€BaHMSI POCTOBBIM TaOJIMIIAM.
HesHauuTenbHOe OTCTaBaHUE B POCTE OTMEYAETCs P
JIC ¢ mepBBIX JIET XWU3HU, B JaJbHENIIEM OHO CTAHO-
BUTCsI 00JIee BbIpaKEHHBIM, M1 KOHEUHbII POCT B CpPel-
HeM oKa3biBaeTcs Ha 10 ¢cM HMXe, YeM Y CBEpCTHUKOB
6e3 XpoMOCOMHBIX aHoManuii [12, 13]. [IpuynuHbI HU3-
KOPOCJIOCTY OKOHYATEeJIbHO HE yCcTaHOBJIEeHbI. M3BecT-
Hbl MCCIIEIOBAHUsSI, H3Y4YaBIlIKME 1IeJIeCO00pa3HOCTh
Tepanuy IpernapaTaMyd FeHHOMHXEHEPHOI0 TOpMOHA
pocta (rI'P). Bo BpeMsl jneyeHus] oTMEYaaoCh yBeIU-
YeHUe CKOPOCTU POCTa 110 CPAaBHEHUIO C MallMeHTaMH,
He nonydaBmmMu TTP. [Tocne nmpekpaieHus aedyeHus
CKOpOCTb pocTa Ianana. MHTepecHO TakkXe OTMETUTh,

YTO M3MEHEHMI B MCHUXO-MOTOPHOM Pa3BUTHU TallM-
eHTOB Ha ¢oHe Tepanuu TP ormeueHo He ObLIO [14].
B nacrogiee Bpems tepanus rI'P odunmanbHo He pe-
KoMeHaoBaHa rmauueHTam ¢ JIC, ecnu y HUX He JoKa3aH
nedurut I'P. s pazpaboTku mogoOHbBIX peKOMeHIa-
L1l TpeOyIoTCs JajbHENIIe cepbe3Hble MCCIenoBa-
Hug [15].

CpokM HaCTyIUIEHUSI TIOJIOBOTO CO3peBaHUs, IIO-
PSIIOK TTOSIBJIEHUS BTOPUYHBIX ITOJIOBBIX MTPU3HAKOB U
YPOBEHb ITOJIOBBIX TOPMOHOB y IEBOYEK M MaJIbYUK C
JC cOOTBETCTBYIOT HOPMAaJIbHBIM ITOKa3aTessM [ 16].

MATOJIOTUSA IITUTOBUIHOM XKEJE3BI

Hapyienust hyHKIMU IMMTOBUIHOM XKeJIe3bl BbISIB-
nstotes y aeteii ¢ JIC 1mo JTaHHBIM pa3IMYHbIX aBTOPOB B
28-40% cityyaeB, a ¢ BO3pacTOM OTMEYaeTCsl POCT 3TOr0
noka3zarest 10 54% [17, 18, 19]. CoracHO pocCHiCKUM
HUCCACIOBAaHUAM, HapyIIeHUE TUPEOUIHON (YHKIIUU
tunuaHo it 50% nereit ¢ AC, npudeM aunib 3,2%
MalMeHTOB MMeEEeT TUPEOTOKCUKO3 (TUIIepTUpeo3), a
46,8% cTpanaioT OT KJIMHUYECKOrO U CYOKJIMHUYECKO-
ro rurnotupeosa [20]. OteuecTBeHHBIE TaHHBIE COIVIA-
CYIOTCSI € 3apyOeXHBIMM, COIVIACHO KOTOPBIM BpPOX-
JEHHBIN TUIIOTUPEO3 BbIsBIAeTca B 1,8-3,6% ciry4yaes,
TUIIOTUPEO3 BCJICACTBUE AyTOMMMYHHOIO TUPEOUIM-
ta — B 0,3-1,4% ciny4aeB, CyOKJIMHUYECKUI TUIIOTUPE-
03 — B 25,3-32,9%, a TUPEOTOKCUKO3 (TUIIEPTUPEO3) —
B 0-2% ciyuaes [18].

CyOKIMHUYECKUI TUIIOTUPEO3 — Haubosaee He-
OJHO3HAYHBIM Bompoc B Tepanuu mnauueHToB ¢ [JC.
B HekoTOpbIX paboTax BbICKA3bIBA€TCSI MHEHUE, YTO
TUIEPTUPEOTPOIIMHEMUS (M30JMPOBAHHOE IIOBBI-
meHue tupeorpornHoro ropmoHa (TTI) mpu Hop-
MaJlbHOM ypoBHe TupokcuHa (T4)) aBasgercss omHo
u3 TUNUYHBIX Xapaktepuctuk JC. B yactHocTu B
OJHOM M3 HemaBHMUX paboOT Mpu obOciaegoBaHuM 428
namyeHToB B Bo3pacte 0,5 — 64 jeT, He MoJiydaBIInuX
Tepanuio TUPEOUIHBIMU TOPMOHAMM, OBLIM BBISIB-
JieHbl 0ojiee Beicokue 3HauyeHus1 TTI u cBoGomHOTrO
T4 no cpaBHEHUIO CO 3AOPOBBIMU JIIOAbMU B TPYIIIIe
KOHTpPOJIs1. B CBSI3U ¢ 3TUM peKOMEHAYyeTCsl He Ha3Ha-
YaTh 3aMECTUTE/IbHYIO TepaIluio TUPECOUIHBIMU TIpe-
napataMu Mpu HOpMaJabHOM ypoBHe cBoOomHOTO T4,
noka TTI He mpeBBICUT 95-10 LIEHTUIb IJISI JTaHHOTO
Bo3pacrTa [21].

Elte omHa mpuyrHa HampaBJieHUsI K 9HIOKPUHOJIOTY
nauueHToB ¢ JC — Haauuve aHTUTUPEOUIHBIX aHTH-
Tes. MI3BeCTHO, UTO IIPU MX IOSIBIEHUU BEPOSTHOCTD
pa3BUTUS HapylleHUs QYHKIUUA IMMTOBUIHOM KeJie-
3bl, KaK TUIIO-, TaK U TUIEpTHUpeo3a, cocTaBiseT 30%
[18]. Haubomnee TOYHBIM MPEAUKTOPOM Pa3BUTUSI THU-
PEOUIHBIX HAPYLICHUI SIBJISICTCSI OMHOBPEMEHHOE BbI-
SIBJIEHUE aHTUTEJ ¢ MOBBIIeHHBIM ypoBHeM TTT, uto
TpedyeT 0oJiee YacToro JiabopaTOpHOro MOHUTOPUHTA.
W naob6opor, ecau u TTI' u aHTUTENa UMEIOT HU3KKE
YPOBHM B IIEPBOM IECATUICTUU XU3HU, TO BEPOSIT-
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HOCTh HapylleHUs] (PYHKIIMU IIATOBUIHOM KeJIe3bl BO
BTOPOI1 NeCITUICTUN MUHUMaIbHa [18].

ITo JaHHBIM POCCHUIICKUX aBTOPOB MIPUMEPHO B I10-
JIOBMHE CITy4aeB HapyIIeHUS (DYHKIUHU IIUTOBUIHOM
JKesie3bl BBISBIISIOTCST Ha niepBoM rony xkusHu (10,8% -
1o 3 mecsueB, 37,6% - oT 3-x MecsleB 10 roaa), elie
36,6% BbIsIBISIETCST B Bo3pacte 10 3-x jet [20]. Tumo-
TUPEO3 MOXHO 3aIMTOJO3PUTh 10 TUITUYHBIM KIUHUYE-
CKMM CHMIITOMAaM: B IBa pa3a Jalle OTMEYAETCS 3aTIK-
Hoe TeueHue xentyxu (17% vs 8%) u 3amopsl (54% vs
27%) 1 B Tpu pa3a 4yallle — MbllieuHas runoronusi (33%
vs 10%) [20].

N3BbITOK MACCBI TEJIA U OXKUPEHHNE

Jetu ¢ 1C CKJIOHHBI K U30BITKY MaCCHI TeJla U OXU-
PEHUIO, IPUYEM PUCK OKMPEHMUS BBIIIIE TIPU O0JIee HU3-
KOM MHTejuIeKTe. [1pu Jerkoit yMCTBEHHOM OTCTAaIOCTU
oxupeHue BoisiBisiercs y 17,5% nauuenTos ¢ J1C, a mpu
ymepeHHoit — B 50% [22]. CornacHO KJIMHUYECKUM pe-
KOMEHIAIIMSIM 10 BeaeHuto namueHToB ¢ JIC, ciemyer
obpaiaTh 0c000¢ BHUMaHNUE HAa CHUKEHHOE HACHIIIIe-
HHE MAlMeHTOB U CBSI3aHHOE C 3TUM M30BITOYHOE MO0-
Tpebnenne uiy [16]. Kpome 3Toro aist mauneHToB C
JC tunuyeH HU3KUI YpOBEHb (PU3NYECKON aKTHUBHO-
CTH, YTO TAKKe TTOBBIIIACT PUCK OXUpeHUs [23].

CAXAPHBIV IUABET

IManuenTs! ¢ JIC MMEIOT TakxKe TOBBIIIEHHbBIN PUCK
pa3BUTHUSI CaxapHOIo auabera, KOTOPBIA BBISBISETCS
B 1% ciyvaes [9, 16, 24]. Caxapubiii auabet npu JC
HOCHUT ayTOMMMYHHBbII XapakTep, OIHAKO OTIMYacT-
cs OT caxapHoro nuabera 1 Ttuma, Tak Kak npu HLA-
TUNMPOBAHUMN BBIABIAIOTCA APYyrve IIpenpacrosiara-
forue reHotunbl [24]. TepameBTuuyeckue MOIXOAbI K
nuadety npu JIC He OTIMYaOTCA OT TAKOBBIX IIPU ca-
XapHoM auabete 1 Tumna.

POJIb DHIOKPNUHOJIOTA
B JJEYEHUU ITAITMEHTA C IC

HecMoTtpst Ha 3amepXKy pocTa, BHICOKUI PUCK pa3-
BUTHUS TUIIOTHPEO3a, OKUPEHUS M CaXapHOTO AuadeTa’y
nauueHToB ¢ JIC, cormacHo pa3anyHbIM KIMHUYECKUM
PEKOMEHIAIUsIM, SHIOKPUHOJIOT He BKJIIOUEH B Iepe-
YeHb CIIEeIMAIMCTOB, €XEeTOIHO HAOIIOMAIONINX TaKUX
nauueHTos [9, 25, 26, 27, 28, 29, 30, 31].

[IpuHuMass Bo BHMMaHUE BBICOKMII PUCK Hapylle-
HUN (YHKIIMM IIUTOBUIHOMN KeJie3bl, UTO MOXKET 3a-
MEIJISATh TICUXO-MOTOPHOE pa3BuTHe mauneHToB ¢ [C,
poccuiickue peKOMEHIALMU TI0 MEIUIIMHCKOMY CO-
npoBoxaeHuto maueHTos ¢ JC [25, 26, 27], Hapsioy ¢
3apyoexHbimu [9, 28, 29, 30, 31], peKOMEHAYIOT IIPOBO-
IUTh UCCEIOBAaHNE TUPEOUTHBIX TOPMOHOB Ha ITIEPBOM
Mecslie XKM3HU U ganee exeromHo. Ilpenmosaraercs,
YTO MPU OTKJIOHEHUH TTOKa3aTeleil OT HOPMBI MTAIIUEHT
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JOJKEH OBITh HAIIpaBJIeH Ha KOHCY/IBTAIINIO K SHIOKPH -
HOJIOTY /IS pellieHUsI BOIpoca O HEOOXONMMOCTH Ha-
3HAYEHUS TepaIlMu WU NajJbHeHIero oocieoBaHus U
HaOJIIONeHUS. YUUTBIBasI 3aA€PKKY IICUXO-MOTOPHOTO
pa3BuTus, TUNIU4YHY 1151 [IC, MHOTHE Bpayu CKJIOHHBI
K OoJiee paHHEMY Ha3HAUYCHUIO 3aMECTUTEIbHOM Tepa-
Uy TUpoKcHOoM. OmHAKO 3TO HE BCerna OIlpaBIaHHoO,
TaK KaK IPeUMYIIIECTBA OT JIeYSHUST CYyOKIMHUYECKOTO
runotupeosa npu JIC ocraiorcs HegoKa3aHHBIMU.

K coxanenuio, kKakue-1mobo peKoOMeHJALMU T10 Te-
panuu Ipyrux SHIOKPUHHBIX 3a00eBaHuii mpu JIC ot-
CYTCTBYIOT. JIeueHue 3a1epKK1 pocTa OOBIYHO HE TIPO-
BOIWTCS BBUAY OTCYTCTBUS JAHHBIX O MPEUMYIIIECTBAX
TaKOl Teparuu C TOUKU 3pEHUSI IICUX0-MOTOPHOTIO pa3-
BUTHSI.

CHukeHue uHTeliekTa, TunuuHoe mist JC, momk-
HO OKa3bIBaTh CYIIECTBEHHOE BIMSHME Ha METOMbI Jie-
yeHus. [Ipu JedeHUM oXUpeHUs HEOOXOMUMO, YTOOBI
IreTa KOHTPOJHUPOBAIACh OKPYXKAIOIIMMU. YUUTHIBAsI
MBIIIEYHYIO TUTIOTOHUIO, HEOOXOAUMO CTUMYIMPOBATh
(U3MUYECKYI0 aKTUBHOCTD MAIIMEHTOB.

B mocnenHue rogsl B MUPOBOM HAayYHOM JUTEpaTy-
pe€ BCe yallle TOBOPUTCS, YTO IS JISUYSCHMSI TTallieHTOB
C CMHJIpOMaJIbHOM MaToJIOTMeil He0OXOOUMO CO31aBaTh
MYJBTUAUCHUIIMHAPHBIE KOMAHIbI, BKJIIOYAIOIINX
Bpaueil pasIMYHbIX crenuandbHocTeil. llenb Takoro
B3aUMOJIEUCTBUSA — KOMIUIEKCHBIA TTOAXOM K JICUEHUIO
CJIOXKHBIX MMAIIMEHTOB C YY€TOM OCOOEHHOCTE! TeUSHUS
3a0oeBaHus. DTo aktyanbHo U npu JC. U xots 2H-
JOKPUHOJIOT HE SIBJIIETCSI OCHOBHBIM CIIELIMAIMCTOM B
JaHHOM clly4yae, KOMIIEHCAIMs SHIOKPUHHON MaToJIO-
TUYA MOXET IOBBIIIATh KaYeCTBO XMU3HU MAIllUEHTOB U
CMOCOOCTBOBATh YIYUIICHUIO TEYCHUSI IPYTMX COIMYT-
CTBYIONIMX 3a00JI€BaHUIA.
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