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Iayuenmot c no0meepiOeHHbIM OUAZHO30M 2EHEMUHECKO20 CUHOPOMA, ONPedensTIouse20 KIUHUYECKYI0 KAPMUHY
NCUXOHEB8POTI02UHECK020 PACCMPOLicMEa, npedcmasnsom co00ti Haubonee MANenvLll 07 6paA4A-KAUHULUCIA
KOHMUH2eHM 8CIe0CMBUE CTIOHHOCTNU NPOZHO3A 3a007Ie6AHUS U 6 PsOe C/IyHaes OMmcymcmeus amouluil

10 00CTUNCEHUIO Pe3Y/IbINAos 6 OMHOUEeHUU KoZHUMUEHo20 pazéumus. K ykasanroti epynne omuocames

u nayuenmut ¢ cunopomom Jayna (CII). Hecmomps Ha wupokuti 0uanazox 603MoIHOCMell nayueHmos

¢ mpucomueti, yauje OHU NOLYUAIOM 02PAHUHEHHDIT HAOO0P PeadUNUMAYUOHHBLX U Nedaz0udecKux mep,
HANPABIEHHBIX U HA CMAOUNUZAUUIO UX NCUXOHEBPOTIOUUECK020 COCMOAHUSA. Tem He meHee 3adepiKa

NCUXOMOMOPHO20 PA3BUMUS U PO NOBE0eHUECKUX, ONUSKUX K AYMUCUYECKUM, PACCIPOLCME y NAYUeHN08
¢ CII onpedenatomcs He MONbKO 2eHEMUHECKUM CUHOPOMOM, HO U UMMYHOMEMAOONUUECKUMU HAPYUEHUIMU.
Tepanesmuueckas cmpamezus, 0CHOBAHHAS HA NATNOZEHEMUYECKOM N00X00€, BKNH0UAIOU4EM KOPPEKUUIO

20PMOHATILHOLX HAPYUIEHUT, HETIPOBOCNAIEHUS U CMAOUNUIAUUI0 MUMOXOHOPUATLHO20 CIAMYCA, N0360TIAem

3HAYUIMENIbHO YIYUULUMDb COCIMMOAHUE NAUUEHIN 08 C Cﬂ, BKIIOUAS NPO2Pecc NCUXOMOMOPHO20 pa3zeumus

u COM,ua/leOI:l abanmauuu. B cmamve paccmampusaromcs 0CHOBHble UMMYHOI02UUeCKUe MOTIEKYIAPHbLE
buoxumuveckue MexaHu3movl, conymcmayroujue mpucomuu no 21-u xpomocome, 60 MHO20M onpebeﬂmomue
KAIUHUYECKYI0 KApMUHY cuﬂbpoma, a maxice nepcnekmusHovle Nymu ux Koppekyuu. Hpebcmaaﬂeﬂ KAUHUYEeCKUTL
czzyuait navuenma, nonyuasidezo namoceHemuuecKoe jieueHue.

Kmioueswie cnosa: cunopomom [ayna, mpucomus no 21-ii xpomocome, 3a0epiKa NCUXOMOMOPHO20 PA3BUIMUST, JieueHUe
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Cunpapowm [layHa (CI) — Hanbosee pacnpocTpaHeH-
Has reHeTHdecKasd aHOMalud, IpefcTaBleHHas ayTo-
COMHOIJI aHEeYIIJIOUMeEN C TpUcoMuet 1o 21-1 xpomo-
come, BcTpevaomaaca y 1/700-1/800 HOBOpOX/IeHHBIX
M OfJMHAKOBO YacTO HabmofaeMas y U1 060ero Imosna.
CJI xapakTepusyeTcs pALOM AUCMOPQOTOTMIECKUX
0COOEHHOCTEN U 3a/lep)KKOil ICMXOMOTOPHOTO pas-
BuTuA. OeHOTUNINYECKUE IIPOABIEHUA TPUCOMUU
21-i1 XpOMOCOMBI Bapuade/lbHbl, HO UMEIOT XapaKTep-
Hble Npu3HaKku: Opaxuliedanus C YIUIOIIEHHBIM 3a-
TBUIKOM U CKOIIEHHBIM J160M, IIOCKas IIePEeHOCUIIa,
SMMKAaHT, MOHTOJIOMTHBIN pa3pe3 I7a3, MaKpOIIocC-
CUsl, U3SMEHEHMA CO CTOPOHBI KOCTHO-MBILIEYHON CHC-
TeMbl, Haubosee 4acThle M3 KOTOPBIX HU3KMIL POCT,
KOpOTKas Iles, MbIIIeYHas TUIIOTOHUA, KMIeBULHAL

WIY BOPOHKOOOpasHasa medopmManus TPYAUHBI, LIV-
POKMe KMUCTY ¥ CTOIIBI ¢ KOPOTKMMU TajlbLiaMMy, ABYX-
(hajaHrOBBII IATHI Majel] KUCTU ¢ KIMHOJAKTUIMEN,
IorepeyHas JafloHHast ckaajka [1].

Haubonee pacnpocrpaneHHsM (96% 60NBHBIX) reHe-
TydeckuM BapuantoM CJJ cuMTaeTcs MMONHAs TPUCOMMUS
21-it xpomocoMmbpl, B 85-90% cnyyaeB MaTepMHCKOTO
npoucxoxpaenus [2]. Ilopsaaka 3-4% mropeit ¢ deHo-
tunoM CJI MMeIoT TPaHCIOKALMOHHYI0 (GOPMY TPUCO-
MU 110 TUITYy HecOaTaHCUPOBaHHBIX pOOEPTCOHOBCKIUX
TPaHCIOKALUI MEXAY aKpOLeHTPUYECKIMI XPOMO-
comamu, yaire TpaHcmokauuit t(21q;21q) u t(14q;21q).
Y 1-2% peteit ¢ C]I oTMevaoTcsi Mo3andHble GOPMBI
TpyucoMuy 21-it XpOMOCOMBI C OFHOBPEMEHHbBIM Ha-
MYMeM B OpraHU3Me KJIeTOYHBIX JTMHMIL C TPUCOMUEN
u 6e3 Hee.

JddexTuBHaA hapmakorepanua. 7/2024



Knuanyeckue mposBlIeHNs TPUCOMHON U TPAHCTIOKaLM-
onHolt popm CJ] MAeHTNYHBL, a B CIy4ae MO3auIM3Ma
HabMoaeTcs MMPOKUI KIMHUYECKUT omMopdusm,
BapbMPYIOLINIT OT HOYTY HOPMAbHOTO (heHOTHIIA JIO TIOJI-
HOJ K/IMHNYECKOV KapTUHBI, HEOT/IMYMMO OT TPUCOMHOM
dopmbr. Tprcomust 21-7f XpOMOCOMBI — OfiHa 13 OCHOBHBIX
IIPUYMH YMCTBEHHON OTCTa/IOCT! U 3a/IepXKKU Pa3BUTHA.
Hetn ¢ CII GyHKUMOHMPYIOT B HU3KOM [yallasoHe THU-
IIYHOTO PA3BUTHA: B OTIMYME OT 3TOPOBBIX CBEPCTHIKOB
HO3JHee HAYMHAIOT CUAETh, XONUTh U IIPUOOpeTaTh pede-
Bble HaBbIKU. KoadduiyenT nnrevexra y mun ¢ CII cHu-
JKaeTcsl B IEepBOM JeCATWIETUN XXU3HU. DONbIIMHCTBO
mopeit ¢ CJ MMeT yMCTBEHHYIO OTCTa/lIOCTb OT JIETKOM
mo ymepenHoit ctenenn (IQ Bappupyercs B mpepenax
35-70 6anoB), pefKo AOCTHUIasl TSKENOi cTeneHu [2].
Cpeny IoBefieHYeCKMX U HeMPOICUXNYECKUX TIPOo6IeM
Yale BCTPEYAI0TCA pacCTPOJICTBA MOBEEHN, TaKle KaK
paccrpoitcta aytuctndeckoro crekrpa (PAC), guarsoc-
THpyeMble V¥ 7-19% 60NbHbBIX, CMHAPOM AepuuuTa BHU-
MaHISI Y TUIIEPAKTUBHOCTH, 06CECCHBHO-KOMITYIBCUBHOE
paccrpoiicTBo [2, 3]. Hepenko amarHocTuKa HOBeeHYeC-
KX PAacCTPOJICTB y TaKUX JieTeil 3aTPy/HEHa BCIENCTBUE
3alep>KKM IICMXOPEYeBOTo pasBUTUA /WY YMCTBEHHOM
OTCTANOCTH, a B cydae PAC — 13-3a cXoncTBa 1 AyO/mpo-
BaHIA MOBEMIEHYeCKNX MTATTEPHOB, XapaKTepHbIX 11 PAC
u CII [3]. TeM He MeHee oTMuMA NpOoduIelt HOBeIeHYECKIX
tpyaHocreit 6onpHbIX CJI ¢ PAC 11 6e3 Hero He 00 bACHSIOT-
CA YpOBHEM HABBIKOB a/IalITMBHOTO TOBefleHNsA. Tak, mpu
KOMOPOVIHOM COCTOSIHMY 6071ee BBIPQXKEHBI CTEPEOTUITHOE
HOBefleHe, TUIIEPAKTUBHOCTD U HeafieKBaTHasl peub [4].
IToMyMO 3aepsKKI IICHXOPEYeBOro pasBUTIA U CHYDKEHIIA
MHTE/IEKTA Y TALIEHTOB PAHHETO IIOPOCTKOBOTO BILIOTH
JI0 FOHOIIECKOTO BO3PAcTa BCTPEYAETCs PErPeCCUBHOE pac-
CTPOJVICTBO C TOJOCTPOII IOTEPENt WM YXyALIEHNEM paHee
IPUOOPETEHHBIX HABBIKOB PAsBUTHS, IPEHIIONOXKNTENb-
HO CBsI3aHHOE ¢ MMMYHHO! fucYHKIMeN W/ cTpec-
coM [5]. Hambomee pacnpocTpaHeHHBIMYU IpU3HAKaMU
ABJIAIOTCA A3bIKOBAs PErpeccus, HapyIUeHUs HaCTPOEHNs
U BIIEPBBIE BOSHMUKIIAs OeCCOHHMIIA. XapaKTePHbI TaKXKe
YXyAIIeHNe VICTIOTHUTEIbHBIX (YHKINI, ITOBeJeHYeCKIX
U aJlaliTUBHBIX HaBBIKOB. B psAze clydaeB HabmomaroTCsa
NICUXMATPUYECcKMe CUMIITOMBI, BK/IF04Yasl KaTaTOHMIO, BO3-
OyXx[aeHMe, T/UTIOLMHALINY U AenepcoHammsanuio. Of-
HaKO Ipu6m3uTensHo 20% IAIMEHTOB C PErPeCCUBHBIM
paccrporictBoM nipu CJI peTpOCIIeKTMBHO yCTaHaBNMBa-
eTCs aNbTepHATUBHBIN AMarHo3. B 6onbumHCTBe CTyyaes
muarHoctupyercsi PAC, xapakTepusyromuiicsa 6onee paH-
HUM Ha4ajIoM ¥ 60J1ee JTUTe/IbHON IPOXO/DKUTENIbHOCTDIO
CHMIITOMOB [6]. Smmericust HabmogaeTcs y 8% metert ¢ Tpu-
comment 21-11 XxpoMOCOMBL, IipydeM y 40% BOSHMKAET B MJIa-
ieHYeCTBE ¥ YacTO IPOSB/IAETCA B BUJE MHPAHTUIbHBIX
cria3moB [3]. Bornee yem y 25% B3pocrbix ¢ CJI MMeIOT MecTo
ICUXIYeCKe PACCTPOIICTBA, vallle OOTIbIIIOe [elpecCuBHOE
paccrpoiictso (6,1%) wn arpeccuBHOe noBefenue (6,1%).
Kpome Toro, y jaHHbIX ITallIeHTOB MOBbIIIEH PYCK Pa3BUTYA
paHHelt gemeHiyn [7].

CJI xapaKkTepu3yeTcs MHOXKECTBEHHbIMM BPOXI€HHbIMMI
nopokamu pasButuA. Y 60-80% O0MbHBIX HaOIOAIOTCA
odTasbMONIOrMYecKye IaTOMIOT MY, B TOM 9JC/Ie HUCTArM,
KOCOT/Ia3ye, KaTapaKTa, HeIPOXOMOCTb HOCOCTIe3HBIX

Hesponorua u ncuxmatpus

KNMHNUeCkaa npakTika

IIPOTOKOB, aHOMany pedpakuum, B 601ee MO3THEM
BO3pacTe pa3BMBAETCS KePaTOKOHYC. Y 75% IIalMeHTOB
¢ Cll oTMeyaroTca HapylleHUs CyXa, OCHOBHOI Ipu-
YIMHON KOTOPBIX SAB/SIOTCS 3a00/IeBaHNUA CPETHETO yXa,
IPUBOAAINME K KOHTYKTUBHOI Tyroyxoctu. ¥ 50-79%
6O/IBHBIX MIMeeT MECTO OOCTPYKTUBHOE allHO3 BO CHE,
y 40-50% manmeHTOB ¢ TpucoMumen 21-1 XpOMOCOMBI —
MIOPOKM Pa3BUTHA CepAEYHO-COCYAMUCTON CUCTEMBI, Hau-
6oree xapakTepHbl BedeKTbl aTPUOBEHTPUKYIISIPHOIL,
MEXOKETYIOYKOBO U MEXITPe/ICEPIHON NEPETOPOSIOK.
Hna ClI Takyke CBOMCTBEHHBI aHOMAINM XKEeTYLOYHO-
KMIIEYHOTO TPaKTa, HAIIpYMep aTpe3ns U CTEeHO3 pas-
JIUYHBIX OTHENOB, KaK IPaBU/IO ABEHAALATUIIEPCTHOI
KMIIKY U aHOPEKTa/lbHOI 30HBI — 12% ciy4daes. Cpenu
JKeTyBOYHO-KUIIEYHBIX PAacCTPONICTB y HAlMEeHTOB
¢ C]] gyacto BcTpeyaroTcs ractpoasodareanpHslit ped-
JIIOKC, TPBDKYM NUIEBOJHOTO OTBEPCTUS Auadparmsi,
XPOHMYECKNUI TSDKETbIN GYHKIMOHAIBHBIN 3a10P.

Y manuenros ¢ CJ] 4aite, 4eM y ApYyTUX AeTell, Habmoza-
I0TCSI TeMaToJIoryecKye Hapymenus [1, 2]. Y HoBopox-
menubix ¢ ClI BoIAB/SIIOTCS TpoMboruToneHus (1o 66%)
u nomuytemus (7o 33%), moutn y 10% — TpaH3UTOpHOE
MuenonponudepaTuBHOe 3a60/IeBa e, CHOHTaHHO per-
peccupyoliee K ABYX-TPeXMeCIIHOMY BO3PACTy, 3HAUN-
TEJIHO PeXKe C MOCTENYIOIM PasBUTUEM MMIETOUIHO-
ro JefiKo3a 1160 MYUENTOAVCIIACTUYECKOTO CUHAPOMA.
Hetn ¢ C]] MMeIOT MOBBILIEHHBIN PUCK Pa3BUTUA KaK
OCTPOTr0 MMUETIOUTHOTO, TaK 11 TM$OOIACTHOTO /TeiiKo3a.
Pasnnynble MMMYHHbIE HApYLIEHNUA, CBA3aHHBIE CO CHU-
KeHMeM KommdecTBa u QyHkumit T- n B-mumdonu-
TOB [3], HenmaroT 60BHBIX C TpUCcOMuUeit 21-if XpOMOCOMBI
[IOfiBEPYKEHHBIMY MHEKIMAM, 0COOEHHO AbIXaTeNTbHBIX
IyTel: THEBMOHMA — 4YacTas IpUYMHA CMEPTU JeTeil
¢ C]I Ha mepBOM TOAly XM3HU. B clleKTpe MMMYHHBIX
IIaTosoruii, XapakTepHeIx s ClI, oTnenbHOe MecTo 3a-
HUMAIOT ayTOMMMYHHbIe 3a00/IeBaHN s, 3aTparuBaomiye
SH/IOKPMHHbIE U HEIH/JOKPMHHbIE OpTaHbL. Y MallieHTOB
¢ CJ] yacTo AMarHOCTUPYeTCsA He OFHO ayTOMMMYHHOE
3aborneBaHme.

Hennakus — euie ogHo cuennduyunoe pst ClI 3abore-
BaHue, HabmofaeMoe y 5-7% gmeteil. 9TO B HeCsATb pas
BBIIIIE, 4eM B 0011ert momymsunu. Llennakus MoXxeT npo-
TeKaTh 6ECCHMITOMHO MM MPOSIBIATHCS Hecmenndu-
YeCKVMM XKeTYJOUHO-KNIIEYHbIMY JKa/I00aMu, a TaKxKe
COIPOBOXKIATbCA MalbabcopO1LMell, aCCOLMMPOBAHHON
C HM3KVM BcacblBaHueM BuTaMyuHa D u kanpuyis u fedu-
L[UTOM JPYTMX BUTAMUHOB U MUHepanos [8].

B xpynmHOM MHOTOLIEHTPOBOM MCCIEOBaHUM Y 5,5%
nanuenToB ¢ CJI Bepuduiuposana menuaxkus, Moj-
TBepXKIeHHas pe3ynpratamu 6moncuu. B 80% cmyya-
eB 3a00/IeBaHye COIPOBOXAANTOCh COOTBETCTBYIOII LN
cumnromatrkoit [9]. Koropra maunentos ¢ CII u nenu-
aKueil XxapaKTepu3oBanach 60ee BBICOKMM IIPOLIEHTOM
CIIy4aeB 3afiepXKKU pocTa (C OTHOCUTE/IbHO MEHBIINM
BECOM ¥ POCTOM), ;Uapen ¥ PBOTHI IO CPABHEHUIO C IIa-
nuentamu ¢ CII 6e3 1jenmakuy, HU3KOTO YPOBHSA IeMo-
r1o6uHa, CBIBOPOTOYHOTO Keme3a u Kanbiusa. Hecmor-
pA Ha mpeobnagaHye KIMHUYECKN Y€TKO OUYepPIeHHBIX
¢dopm nemmakuy y nauyentos ¢ CJI, BpeMs IOCTaHOBKY
AVMarHo3a OTCTaeT OT MOMEHTA IOSBJIEHUsA CYMIITOMOB
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B cpefgHeM Ha 3,8 roga. Y B3pOC/IbIX NALMEHTOB 3TOT
II0Ka3arenb elle Bbille. JeuuT BUTAMIHOB U MUHe-
pajioB, CBA3aHHBI ¢ Mambabcopbumelt Ha (oHe Lenna-
KIH, CONIPOBOXKAAETCS YBeMYeHNEM PUCKa CHIDKEHMSA
MMHEPAJIbHOI IJIOTHOCTY KOCTHOV TKAaHU, OCTEONIEHUN
1 OCTEOIIOpo3a.

BocranurenbHbI apTPUT ¥ aPTPOIIATUI TAK)KE aCCOLU-
uposanbl ¢ CJI. YacTo OHM pacrio3HAIOTCA C 3aePIKKOIL.
Ha MOMeHT IIOCTaHOBKM AMarHosa 6onee 4eM y IOJIO-
BUHBI OO/TbHBIX HAO/MIOfAETCS MONMMAPTUKYILIPHOE 3a60-
neBaHue (60jee MATY CYCTAaBOB C aKTMBHBIM apTPUTOM)
CO CKJIOHHOCTBIO K NOpaKeHNI0 6ojiee MeJIKMX CycTa-
BOB, a Y OCTa/lIbHBIX — OMUTOAPTUKY/APHOE 3ab0seBa-
Hue [10-12]. [I7s1 60npIIMHCTBA TALVIEHTOB XapaKTePHBbI
CHMIITOM YTPEHHel CKOBAaHHOCTY, ITOBBILIIEHHAs CKO-
POCTb OCelaHNA IpUTPOLUTOB. BMecTe ¢ TeM yBenmdeH-
HBI TUTP aHTUHYK/IeaPHbIX AHTUTET OTMEYAeTCA PEfKO.
AyTOMMMYHNTET K B-K/IeTKaM MOKeTy0YHOI JKeTe3bl
TaK)Xe pacrpocTpaHeH cpepu miogeit ¢ ClI. CaxapHblit
puaber 1-ro Tuma (CII1) BcTpevaercst moutu y 2% feteit
¢ ClI. Puck passutua CII1 y geteit ¢ CJI B 9eThipe pasa
BbIllIe, 4eM B o61eit nony/sanum [11]. IlpuMeyarensHo,
YTO CpefiHMII BO3PACT MOoCTaHOBKM Amuarnosa ClI1 y ma-
nuentos ¢ CII Hyxke, 4eM B 001Iiel HOMy/IALNN, — OKOJIO
BocbMu et [12]. CII1 mpu C]I He cBsI3aH ¢ yBem4eHNeM
4acTOTHI BCTpedaeMocTy anneneii HLA, acconumupoBaH-
HBIX C JuabeToM.

PacmpocTpaHeHHOCTb caxapHOro amabera 2-ro TuIa
(Cl12) Taxoke yBenmmdeHa y /ML € TpucoMueit 21-it xpomo-
COMBI 110 CPaBHEHUIO C 00IIelt IIOIY/IALME: B IIeINATPU-
yeckoli nonynAauyy ¢ CJI ona focturaert 3,6% u yBenman-
Baetcsa c BodpactoM. CJI2 y maunenTos ¢ C]I conmyTcTByeT
LPYTUM IPOSIBIEHUSAM MeTab0NIMIecKOoro CUHAPOMa,
BK/IIOYAsA OXXMPEHMeE, IUIePYPUKEMUIO, TUIIePININIe-
muio [13, 14]. CoBOKYIHasA pacIpOCTPaHEHHOCTDb U30bI-
TOYHOI Maccel Tena y nut, ¢ CJI Bapbupyercsa ot 23 fio
70%. O>xupeHme caMo 10 cebe BBLABIAETCS IPUMEPHO
y 7-23% neteit ¢ Tpucomueii [15].

IuchyHKIUS MUTOBUSHOIN >Kee3bl SIB/IAETCS OGHUM
u3 Hambosnee 4acThix comytcTyomux CJ cocTosHmi,
peructpupyercay 28—-40% peteti ¢ CII 1 c Bo3pacToM yBe-
4uBaeTca 1o 54% u 6ornee. 3a601eBaHMA IUTOBUIHOI
Kernesbl py CJI BCTpedaroTcs vallle M BOSHUKAIOT PaHb-
11te, 9eM B 001ert momyssinuy. CexTp AucyHKINY Bapb-
UPYeTCs OT TUIIOTHPEOUIHBIX O TUIEePTUPEOU/IHBIX I1aTO-
noruit. PacipocTpaHeHHOCTD BPOXK/JEHHOTO TUIIOTHPe03a
y manyento ¢ CJI coctaBmsiet 2-7% [2] u mpeBbiinaet
B 25 pa3 06LIeNOy/IALMOHHYI0 3a60neBaeMocTb [8]. TTpu-
yeM BPOXK/IEHHBII TUIIOTVPEO3 B PAZE CTydaeB He BBLAB-
JIsIeTCA Y CKPYHIHTE HOBOPOXK/IEHHBIX, a IArHO3 yCTa-
HAB/IMBAETCA B TeUeHMe TIePBbIX LIeCTY MeCAIeB >KU3HM,
4TO NMPUBOAUT K OOJIee MO3NHEMY Havamy KpUTUYECKU
BaXHOII Tepanuyu L-tupoxcntom [16]. Hanbosee gactoim
IIpOsIBJIeHMEM HapyLIeHN: (PYyHKIUN MIUTOBUIHON XKele-
3bl y OONIBHBIX CYUTAETCA CYOKIVHIYECKUIL TUIIOTUPEO3
(CI') ¢ yMepeHHO HOBBILIEHHBIM YPOBHEM TUPEOTPOII-
Horo ropmoHa (TTI) m HOpMaIbHON KOHIIEHTpauyen
cBo6opnHoro T4 u T3. BolsiBlIeHNe TUITOTUPEOUFHOTO COC-
TOSTHMA OCTOXHsAeTcA TeM, 4To CI' mpoTekaeT 6eccumit-
TOMHO /160 ¢ MMHVMa/IbHBIMU WJIM HecIelypydecKIMI

CYIMIITOMaMM, KOTOPbIe HaK/IaZbIBAIOTCAA Ha CMIITOMATH-
Ky, npucyuyio CII: cHyoxeHne py3UIecKoil akTUBHOCTH,
TPYBHOCTM C KOPM/IEHMEM, TMIIOTOHNS, 3aJlePXKKI B pas-
BUTUM, YBeTM4EHMe Beca, 3anop. OfHaKo MOYTH B I0JIO-
BUHe cy4daeB y nanyenTos ¢ ClI u CI' o6HapyxuBaTca
KIVHMYECKe TIpusHaky runotupeosa [17]. Tem e meHee
AMAarHOCTMKA JUCHYHKIMY IIUTOBUHON XKeJe3bl JODK-
Ha OCHOBBIBAaTbCsA Ha uccenoBanyy yposHeit TTT u cBo-
60IHBIX TOPMOHOB ILIMTOBUIHON JKeJle3bl, OIpefie/ieHIe
KOTOPBIX PEKOMEH/J0BAaHO Yy HOBOPOXK/[€HHBIX, [eTell
B BO3pacTe WeCTU U 12 MecsALeB, B Ja/IbHENIIEM €XKETOfl-
Ho [2]. IlpepnonaraioT, 4TO BBICOKAs YaCTOTA BBIABIIE-
Hys CI' mocime CKpMHUHTA HOBOPOXKAEHHBIX (IO 1IecTn
MeCAILEeB) CBUAETENbCTBYET O HEMMMYHHOI AUCHYHKIIUN
LIMTOBUJTHOM JKeJle3bl U SIBJISIETCS 1erKoit GOpPMOii BPOXK-
IE€HHOTO TUIIOTVPEeO03a, KOTOpas Y 3HAYMTEIbHON JacTH
MAIMIEHTOB MOXKeT ObITDb IIPEXOHsIIeil, UMeeT CaMoorpa-
HMYMBAIOLINIICS €CTECTBEHHBIN XapakTep U He TpebyeT
nedenys [16]. Hammane aHTUTUpPeOUHBIX aHTUTEN CUL-
TaeTCsA BTOPBIM IO PaCIPOCTPAHEHHOCT HAPYIIEHNEM
(YHKIMY DM TOBYTHON >Kee3bl, HOBBILIAIOIVM PYCK I10-
CIIeAyIoLIero pasBUTUs runotvpeosa [2]. [Ipu Hamranu
AaHTUTUPEOUIHBIX AaHTUTENI B T€UEHME JABYX JIET MOXKET
PasBUTDHCA BbIPAKEHHBII TUIIO- VY TUIIEPTUPE03 TIOYTH
y 30% 6onbHbIX [3]. Cpenu manuenTos ¢ CII 50% umetor
conyTcrByrommnit CI' ayToMMMYHHOI IpMPOJEL, @ IpU
SBHOM TUIIOTHPeO3e aHTUTHPEOUIHbIe aHTUTeNa O6Ha-
pyxuBatorcs y 100% [17]. Tupeoupur Xamumoro (TX)
BCTpevaercsa y 13-39% manyueHToB ¢ TPUCOMMEN U CO-
IIPOBOXKAAETCS KaK CKPBITBIM, TaK M KIMHNYECKNM TH-
IIOTVPE030M, 3HAUUTETbHO peXxe — SyTHPEOUTHBIM CO-
crosHueM [2, 8]. TX y nanuentos ¢ CJI xapaxkrepusyeTcs
mperny6epTaTHbIM HAYa/IOM ¥ YaCTOI aCCOLMALIMEN C IKC-
TPATUPEOUTHBIMU Ay TOMMMYHHBIMHU 3200/IeBAHISIMIAL.
Kpowme Toro, y 6ompabix CII Ha dpone TX ypoBeHb aHTH-
TUPEONTHBIX aHTUTENT MEHbIlle, 4eM B nomymauum ¢ TX
6e3 CJI. ITpy aTOM YpOBEHb aHTUTEI K TUPEOIEPOKCHa3e
BBILIIE, 4eM K TUpeornobymuuy [16, 18].

B MHOrOLEHTpOBOM MccnenoBanuy [18] mpocmnexTus-
HO OLIeHMBAJIM JUHAMUKY QYHKIMY IIUTOBUIHON >Xe-
nesnl y manuenTos ¢ CJI. YpoBeHb pacnpoCTpaHEHHO-
ctu CI' mpu TX ocTaBajica IpeXHUM 4Yepe3 CpefHUit
MHTEpBaJ OLjeHKM 5,1 rofa, HabIIORANOCh TaTbHellIIee
yXynuieHre GYHKIMM MIUTOBULHON >kene3bl. IIpu aTom
6oee yeM B 8% ciyyaeB mpoucxopuia Koueepcusa TX
B 607e3Hb [peliBca ¢ MOsABIEHNEM aHTUTEN K PeleNTo-
py TTT u BeIpa>keHHOI CMMIITOMAaTUKON IMIIepTHpe03a.
Iuneprupeonpnoe cocroanme Bcrpedaerca y 0,65-3%
IAIMEHTOB C TPUCOMUel [2] M BO BcexX CIIy4asx HOCUT
ayTOMMMYHHBII Xapakrep [16].
OH/IOKPMHOJOTUYECKME HAPYLIEHNUs Yy NallMEeHTOB
¢ CJI Taxxe XapaKTepu3yIOTCA HapylleHHeM obMe-
Ha TI0JIOBBIX TOpMOHOB. Bapocnsie ¢ CII umeror 6oee
BBICOKII€ YPOBHM (POJUIMKYIOCTUMYIUPYIOLIETO U/ UN
JTIOTEOTPOIIHOTO TopMOHOB. HecMmoTps Ha 3TO, comep-
’KaHMe TI0/IOBbIX TOPMOHOB OCTA€TCA HOPMa/IbHBIM, 4TO
COOTBETCTBYET TUIEPTOHAJOTPOIHOMY T'MIIOTOHAM3-
My [19]. Mexny TeM B psAme NCCIe0OBaHMIL ITI0OKa3aHO,
4yT0 y nauyeHToB ¢ CJl ypoBeHb 0611ero TecTocTepo-
Ha HIDKe, 4eM B o6meit nmonynauuu [20]. Cunraercs,

JddexTuBHaA hapmakorepanua. 7/2024



YTO TUIIEPrOHALOTPOIHBII IUIIOTOHA[USM IPUCYTCTBY-
eT B M/IafleHYeCTBe, IPOTPeccUpyeT B IIePUOf, II0JIOBOTO
CO3peBaHNUsA [0 3pPeoro BO3pacTa, OOBIYHO CONPOBOXK-
maeTcsi 6ojee MO3THMM ITOJIOBBIM CO3pEBaHNeEM, HO He
XapaKTepU3yeTCs CHIDKEHIEM CEeKCYaIbHOTO [OBENEHNs
u 6ecriopyeM. OTHAKO Y MYXXYUH MOXKeT HaO/IOfaThCA
CHIDKeHHas QpepTUIbHOCTD [3].

HuskopocnmocThb sABnfAeTca xapakrepHoit yeproit ClI,
nprdyeM ZeduIUT POCTa, YaCTO BBISAB/ICHHBIN ellle aH-
TeHATa/JbHO, COXPAHsETCs BIUIOTh HO IMybepTaTHOro
Iepyofa ¥ B3pocioro Bospacra. IIpennonaraercs, 4To
HusKuit poct y pereit ¢ CJI cBsA3aH ¢ TOPMOHA/IBHBIMI
HApYIIEeHNAMHU U KeULIUTOM TOPMOHA POCTA, BTOPIUY-
HBIM II0 OTHOIIEHUI0 K AUCHYHKIUU TUIOTAIaMyca
wn runodusa, a TaKKe ¢ AeUIITOM NHCYINHOIOF00-
Horo dakropa pocra [8, 15]. Hapagny ¢ aTuM 3afiepxxy
poOCTa HepeaKo YCYryOnAT AUCHYHKIMS MIUTOBUIHON
JKeTesbl, a TAKXKe cepfiedHas aTonorus 1 3a00/IeBaHms
XKeNTYJOYHO-KAIIETHOTO TPAKTA, B YaCTHOCTH LIe/IMAKYIL.
CIl - xIMHNYeCKOe COCTOsIHNE, KOTOPOMY COITYTCTBY-
eT MHOXeCTBO 3a00/IeBaHIil, 3aTPArMBAOLINX IPAKTH-
YecK Bce cucteMsl opranusMa. ClI TpebyeT MHOrONpO-
$UIBHOTO TIeYeHNs.

Jleyenne

MenniumHCcKoe BMEIIATeIbCTBO BKIIIOYAET B ce0s Xupyp-
TUMYeCKYI0 KOPPEKIMIO BPOX/IEHHBIX TIOPOKOB Pa3BUTHS
opraHoB u cucteM. Ha ¢oHe CHIMIKEHHOII MMMYHHOI!
¢yuxunn y manneHtos ¢ CJll HepefKo OCYILeCTBIIETCs
Jle4eHNe CONYTCTBYIOMNX MH(EKINOHHBIX 3a00/IeBa-
HIA, @ TAaKXKe HNOJfiep>KKa MMMYHHOJ CUCTEMBI, BK/TI0Yast
Tepanmnio MMMYyHormo6ynuHamu. TepaneBTideckue mof-
XOfIBI K JIEYEHUIO CONMYTCTBYIOLINX 3a00/IeBaHNUIL, B TOM
yncie remaronorndeckux, CII1, ClI2, He oTAMYarTCA
OT TaKOBBIX IIPY JIEYEHUM IALMEeHTOB 0e3 TPUCOMMIL.
Ho BBuAYy aHaTOMMYeCcKuX 1/uay GyHKIMOHAIBHBIX IIa-
TOJIOTUII >KeMyJOYHO-KMIIeYHOTO TPAKTa 1 MIMPOKOI KO-
Mopbupgaocty nanmentaM ¢ CJI Moxet morpe6oBaTbcs
KOpPpeKIs 03 Iperaparos [21].

JledeHye TMNOTHpPeO3a HMpeAloaraeT IpyueM JeBOTHU-
POKCHUHA ¥ €T0 TUTPOBaHMe 0 HOpManusauuy GpyHKImit
I{MTOBUHOIL >Kere3bl, ocobenHo ypoBHs TTL. Y gereit
¢ C]I pexoMeHfiyeMble O3Bl IEBOTMPOKCUHA BHIIIE,
gem y /mmxy ¢ CT 6e3 CII [8, 17]: cpepusist mosa L-T4, Ha-
3HayaeMas JIeTsM B BO3pacTe [0 JBYX JIeT, COCTaBJIA-
er 1,51 + 1,03 MKI/Kr/CyT, 7l MaLIMEHTOB B BO3PACTE
2-4 ner u crapuie — 1,86 + 0,82 n 2,34 + 0,82 MKr/Kr/cyT
COOTBETCTBEHHO [22]. VIHOrAa mjist IOoMHOI HopManu3a-
LUV BCeX HapyLIeHu! QYHKIUY IUTOBUIHON Kele3bl
TpebyeTca KOMOMHUPOBAaHHOE JIe4eHUe TPUIONTIPO-
HUHOM U neBoTHpoKcuHOoM [10]. Bompoc o Heobxopu-
MOCTY 3aMeCTUTEIbHOJ Tepamuu JeBOTUPOKCHHOM
y peteit ¢ CJ] u CI' ocraetcs HepeueHHbIM. [Ipumene-
HUe JIeBOTUPOKCHMHA PEKOMEHJYeTCS IPU 3HAYEHUAX
TTT > 10 MME/n1, MaHN(ECTHOM TedeHUM TUIIOTHPE03a,
CI, conposox/jaromieMcsi Hanu4deM aHTUTHUPEONTHbBIX
anturen, u CI' Ha ¢oHe apyrux xpoHmdeckux 3abore-
BaHWit [19, 23]. Tak, 3afiep>kka Tepanuy L-TupokcuHOM
y meteii ¢ CJ] ¢ BpoxxzieHHbIM TopokoM ceppua u CI ycy-
rybnser gepunut pocra [22].

Hesponorua u ncuxmatpus
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ViccnenoBaHyis TOKasami, YTO paHHee HasHayeHye JIeBOTH-
POKCHMHA II0 TIOBOAY CYyOK/IMHIYECKOTO IUIIOTIIPe0sa y feTeil
C TpUCOMMelT YCKOpseT 3afiepXKaHHblil poct [17, 19, 22]
U UIpaeT NMOTEHLMAIbHYIO 3aLUTHYIO POJIb, CBA3aHHYIO
C yMeHbIIeHVeM BepOATHOCTY PasBUTHA ayTOMMMYHHBIX
3a0ojIeBaHMII IUTOBUHOM Xene3sl [19]. B monb3y Ha-
3Ha4yeHusA neBoTupokcuHa nanyentam ¢ CII u CI' cBupe-
TEJIbCTBYIOT JJAHHBIE O TOM, 4TO Y neteit ¢ CI, koTopsle He
IIPUHMMAMY L-TMPOKCHUH, Yepe3 HECKOIbKO MeCsIeB pas-
BUBAJICSI TUTIOTHIPEO3 CO CHIDKEHNEM YPOBHS CBOOOJHOTO
T4 [22]. OgHako HesICHO, BIVSIET /U IEBOTUPOKCHH Ha MH-
TeJUIeKTyanbHOe pasButue fereii ¢ CJJ [17].

[Tpu rumeptupeose ucnonbsyercs 61o0kaTop ¢yHK-
LUY MUTOBUIHOI >Ke/le3bl — MeTuMa3os. CylecTByeT
ABa mmoaxofa K posupoBaHuio [10]. TurpoBaHue f03bI
BK/TIOYAET B ceOs1 KOPPEKIMIO O3bl aHTUTUPEOUIHBIX
IIpenaparoB [/ HOCTVDKEHMS KIVHUYECKOro U 61oxu-
MIYECKOTO 3yTHpeo3a C MOCIeRYLM HabIoxeH1eM
YPOBHej1 FOpPMOHOB IIPYMEPHO KaKZble [Ba-TPpY MecAla.
IMopxon «OmoKMpoBaHMe M 3aMeHa» IIpefycCMaTpUBaeT
UICIIO/Ib30BaHMe MTOCTEIICHHO YBEIMYUBAIOIUXCA 103
AQHTUTUPEOUTHOTO IpenapaTa ¢ JoOaBIeHeM 1eBOTH-
POKCHHA [/151 TOCTIDKEHMS 9y THpeo3sa u 6osee 6pICTPOro
mocTyKeHus pemuccyn. I1ouTy Bcerna BO3ZHMKAET TUIIO-
THPeO3, TPeOyIoLuit 6€CCPOIHOTO TedeH s IEBOTUPOK-
cuHoM. IIpu penupnBe runepTupeosa pacCMaTpuBaOT
BO3MOYXHOCTb IIPMMEHEHNS PajinOaKTVBHOTO Jofa JI
OKOHYATe/IbHOTO M3/Ie9eH s M/ VIV XUPYPrudeckoe BMe-
ILIATE/IbCTBO (3HAYNMTETIBHO PeXKe).

Topmon pocta (I'P), Taxxe ucnonbayemsrit y muy ¢ ClI,
MTOIOKUTENBHO BIIMAET Ha CKOPOCTh POCTa I MOTOPHOE
passutie. [Jomrocpounsie adpdextsr Tepanun I'P usyuye-
HbBI HEMOCTATOYHO, HO B HEMHOTOYMCIEHHBIX MCCTIENO-
BaHMAX MOKA3aHO, YTO 3¢ PeKT YCKOPEHHOTO pocTa Co-
XpaHsIeTCsl B TeUeHMe KOPOTKOro Heprofa BpeMeHn [24].
YcraHOB1IEHO, uTO NMedenye I'P ogyrHakoBo 3 dekTUBHO
Kak v gereit ¢ CJ ¢ [MarHOCTUPOBAaHHBIM JePUIUTOM
I'P, Tak u y pereit ¢ CJI 6e3 takoro geduiura [24]. JIniup
B HEMHOTOYMC/IEHHBIX MCCIENOBaHMAX 3aUKCUPOBAH
TOTIOXKUTEIbHBI (XOTsI 11 He3HaunTeNnbHbIN) addekT Te-
pamy I'P B OTHOIIEHNM IICMXMYECKUX U KOTHUTHMBHBIX
dynxumii (24, 25].

Tepanus HecTepOUIHBIMYU IIPOTUBOBOCIIAINTENbHBIMU
IpernapaTamMy 1 CTEPOUJHBIMM TOPMOHAMY NPUMEHSI-
eTCsA NPY CONYTCTBYIONIEN ayTOMMMYHHOI HaTONOTYM.
TopmoHanpHast Tepamus Tak>ke HasHa4aeTcs OOTbHBIM
C[I npn stmnencun. Vicrionb3oBaHue aHAPOT€HOB Y IIa-
LIIEHTOB C TPUCOMUEN 0OCY>KIaeTCsl B aClieKTe KOPpeK-
LMV CHIDKEHHOJ MUHepanusanuu Kocrei [8].

[l KoppeKIUy pedeBbIX M KOTHUTMBHBIX HapyIIEHUI
U TPYAHOCTeN B 00y4eHNN MPYMEHSIOT HOOTPOIIHbIE Ipe-
naparbl. [loBemenveckue Hapyenus y nun ¢ ClI koppek-
THUPYIOT aHTUAEIIPeCCaHTaMM, aHTUIICUXOTUIECKIMI IIpe-
IapaTamy, a Ipy UX HedPEeKTUBHOCTU — aHTaTOHVMCTaMU
NMDA-perentopoB, TAKUMHI KaK MeMaHTHH [21, 26].

CII xapakTepusyeTcsi MOMMMOPQHBIMY IPOSIBICHISMHA.
Y nopasnsomero 60nbIMHCTBA 6OMBHBIX HabMI0gaeTCA
MHOYKECTBEHHAsI COYeTaHHAsI [TATOJIOTVS, YaCTO BKI/TIOYAIO-
Iast B ceOs LIeMIbIV CIEKTP ay TOMMMYHHBIX ¥ SHAOKPYHHBIX
paccTporicTB. CKpMHVHI TOPMOHA/IbHBIX HapyLIeHW
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U COCTOAHMA ayTOMMMYHUTETA — OCHOBHAsA COCTABJIAIO-
11as1 BefeHus1 OOMbHBIX C TpucoMueit. [opMoHabHas Te-
panus ABJIAETCA OFHUM M3 K/IHYEBBIX TePaleBTUYECKUX
MHCTPYMEHTOB, HAIIPAaBJIEHHbIX KaK Ha BOCIA/JINTE/IbHbIE
M/MIN Ay TOMMMYHHBIE TIPOILIECChI, TaK M Ha 3aMeCTUTENb-
HYI0 QYHKINIO, 1 00/1a/jaeT OTPOMHBIM IIOTEHIMATIOM B OT-
HOIIEHN! YTy4IIEeHNA KaueCcTBa >KM3HU MallYieHTOB.

Knunnyeckuin cnyvait

Manpuuk A., 5 tet. VI3 aHaMHe3a M3BECTHO, ITO pebeHOK
OT BTOPOJ 6epeMeHHOCTH, BTOPbIX pofoB. Crapuinii pe-
0eHOK B ceMbe — JIeBOYKa, Ha I'Of, CTaplile, ICuXodusno-
JIorn4eckoe pasBuTue 63 0co6eHHOCTEl, HOPMOTUIINY-
Hast. O6cyx/aeMast 6epeMeHHOCTD IPOTeKana Ha GoHe
060CTpeHMsI TepIeCBUPYCHOI NHPEKINN, TeCTAlVOH-
HOJI aHeMMu, 060CTpeHNs OaKTepuaNTbHOrO BarnHo3a,
XPOHMYECKON TMIOKCUY TIJIOfIa, XPOHMUIECKOiT deTo-
I/IalleHTapHOI HeloCTaTOYHOCTU. bepeMenHnas BcTama
Ha y4eT Ha CpOKe ceMb Hefie/lb. CKPMHMHIY IIPOBEJEHbI
B YCTaHOBJIEHHBIE CPOKU. Pofopaspenienne nyrem ma-
HOBOIJI OTlepalMy KecapeBa CeYeHMs Ha CpoKe 38 Hefenb
(mepBbIe pOZIBI — SKCTPEHHOE KecapeBo CedeHue, pyben
Ha MaTKe), OfHOKpaTHOe 0OBUTHE IYIIOBUHOII, BeC Ipu
poxpennuu 3370 1, orfeHka o 1mkame Anrap 8/9 6anos.
PeGeHOK BBIIICAH OMOIT Ha CefbMbIe CYyTKU C AMATHO-
3oM: «IlepnHaTanbHbIE MOpaXKEHNUA IIEHTPaNbHOI HEPB-
HOJI CHCTeMBI, LiepebpaibHas MIeMust 2-il CTEIeHN, Be-
reto-BucLepanbHasn gucdynkis, CI. Masble aHOMamnm
PpasBUTHA Cepflia: a0pTo-/erouHble Kotarepam. GPKl».
Ha nepBoM rofy >kxnsHu — MHOTOKpaTHbBIE OCTpPbIe PeCIn-
paTopHble BUPYCHble MHGEKINY, IPUBUT COITIACHO Ha-
IMIOHAJIbHOMY KaJleHAapio, Ha IpodUIaKTUIecKye Ipu-
BUBKM runepTrepmmdeckas peakiysa. C poxxaeHns 3anop
C 3aJIep>XKKOIL CTY/Ia K0 3-5 [Heit, rpy6ast 3aiepykKKa IICHXO-
MOTOPHOTO pasBUTHA: B BO3pacTe OTHOTO TOfia He CUJIET,
3PUTENbHBI KOHTAKT M30VpaTesieH, YKa3aTe/lIbHOTO >KecTa
HET, Ha ¥IMs1 He OTKJIMKAJICS, MHTEPEC K UTPYIIKAM CHVKEH.
C momyToparofoBaoro Bo3pacra HaXOFUTCS IOf, Hab-
JIOfieHNeM IICUXMAaTpPa, HEBPOJIOTa, MeiuaTpa KIVHUKA
¢ anarao3oM: «VIMmyHOMeTabonmaeckuit cuappom. Ipy-
6as XpoHMYecKas rnepaMMOHVeMus. BposkieHHbIe Ha-
pylieHns o6MeHa XMPOB, IPEUMYIIECTBEHHO IO Iy TU
ob6MeHa [IMHHOLEIIOYEHbIX XUPHBIX KMCIOT. MeTabo-
JIMYeCKUI anupos, npexopamuii. Heliposocnanurenb-
HBIII MTPOLIeCC C MPEUMYIeCTBEHHBIM BOBJIEYEHMEM aCT-
POITABHOTO U CMHAITUYECKOTO 3BeHbEB. [unoTupeos

Nvreparypa

KIVHIYeCKNiT. XpOHMdecKas: 6elKOBO-9HepreTuIecKas
HEe[JOCTaTOYHOCTD 1-71 cTenenu. IlmoreHoBad sHTepomna-
T aTUINYHOTO TeueHMs. IIninesas anneprus Ha apa-
xuc. HemepeHocumocTp 6eKOB KOpPOBBET0 MOJIOKA
u con. XpoHndeckuit PyHKIMOHAMbHBII 3amop. CHHA-
POM M3OBITOYHOrO GaKTepMaabHOrO pocra. Iumnepypu-
kemus. [unepxonecrepunemus. CyOKIMHUYECKIIL TUIO-
THpeos, gebot. [lepcucTupylomiee TedeHre MHPEKINN,
BBI3BAHHO BUpycoM Jmteiina — bapp. JIam6nnos ku-
mevHyKa. [unepromonucrennemus. Ilonmnmopdusmbr
¢domarnoro yukaa: MTHEFR 677-C/T, MTRR 66-A/G».
Ha MomeHT Havasa Kypanyy BeAyLiM CUHAPOMOM Y Maly-
€HTa MO>KHO CUMTATD IIONUITIAHAY/IAPHYIO HEOCTAaTOYHOCTD
B BUJe KIVHIYECK! 3HAYMMOTO TMIIOTMPEO3a M Hafiloyey-
HVKOBOJ HEIOCTaTOYHOCTH (@/ipeHOKOPTUKOTPOIHBII TOp-
MoH - 95 nr/mn, TTT - 12,3 mEn/n). Ilocne xynuposa-
HJA TOPMOHA/IbHOI HEJOCTAaTOYHOCTY Ma/Ib4MK B CKOPOM
BpeMeHM Habparl Bec, OKPeIl, K BO3PAcTy 2,5 FOfla MOTOPHBbIE
HaBBIKY IpuOMM3mInch K Hopme. Ha done kommmekcHoI
[POTMBOBOCIIAJINTENIBHON U MeTabONMNIeCKO Tepanun
K TpeM rofaM pe6eHOK OCBOMI HPOCTYIO (pasoByIO peyb.
JIBaX7bI B TOZI, IPOXOAV/ KypChl MUTOXOH/IPMA/IbHOI pea-
6mmuranym «PEMIT» B Bumie 12-IHEBHOTO Kypca MHTEp-
BaJIbHOI TUITOKCUTEPATINY, THITep6apITIeCKOI OKCUTeHALVN
u o3oHoTepanyy. OTHOBpeMEHHO IPOXOAVIT MOAAEP)KIBa-
IOII[VIe KyPCBI 110 CTaO/IM3aL[Uy TOPMOHA/IBHOTO CTaTyca.
Ha MoMmeHT HanmcaHusA CTaTby Majb4MKy MCIIOTHM-
7I0Ch IIATD JIeT, MOTOPHOE Pa3BUTHME COITIACHO BO3PACTY,
IIO/Tb3YETCs JBYXKO/IECHBIM BEIOCUIIEIOM ¥ CAMOKATOM.
Ob1jaeTcst pa3BepHYTHIMU CIIOXKHBIMU (ppasami, mepe-
HOCHBIJ CMBIC/I TIOHMMAET B IIOTHOM 00beMe. B oOie-
HUU CO CBEPCTHUKAMU JEP>KUTCA YBEPEHHO, ITOCEIIAET
[IeTCKOe JOUIKOTbHOE YUpex/ieH e 001Iero Buya.

3aKniouenune

TeHeTIYeCKMIT CMHAPOM CONPOBOXKAAETCA PeHOTUIIIYeC-
KVIMY M3MEHEHVSIMY U JINLIEBBIM AUCMOP(UIMOM, OIIpe-
[leTIeHHOII PUTMIHOCTBIO aOCTPAKTHOTO MbILITeHNUs. Tem
He MeHee BBIPAKEHHOCTb NPOABJIEHUI F€HEeTUYECKOrO
3aboneBaHNA Ha (OHE MMATOTEHETMYECKOTO JIEYeHVs 3Ha-
YUTENbHO CITaXupaeTcs. IlaTorenetTndeckn 060CHOBaH-
Hasd TepaneBTNYeCcKas CTPATErNs JaeT BO3MOXXHOCTD JJaXKe
MalVEHTaM C TSKE/IBIMY TeHETUIECKMMI CUHAPOMAaMM,
KJIACCUYECKM NPU3HABAEMbIMI HEU3IEYMMBIMI M HEKY-
padenbHBIMM, TPUOOPETATh HABBIKY U CTAOM/IN3UPOBATD-
€A 1I0 COMATUYECKOMY I IICUXOPEYEBOMY CTaTYCy.
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Patients with a confirmed diagnosis of a genetic syndrome that determines the clinical picture of a psychoneurological disorder
represent the most difficult contingent for a clinician due to their complexity of disease prognosis and, in some cases, lack

of ambition to achieve results in cognitive development. Patients with Down syndrome (DS) also belong to the group under
consideration and, despite the wide range of capabilities of a patient with trisomy, most often such patients receive a limited

set of rehabilitation and pedagogical measures, leading only to the stabilization of their psychoneurological state. However,
delayed psychomotor development and a number of behavioral disorders close to autistic disorders in patients with diabetes are
determined not only by the genetic syndrome, but also by immunometabolic disorders detected in such patients. A therapeutic
strategy based on a pathogenetic approach, including correction of hormonal disorders, neuroinflammation and stabilization
of mitochondrial status, leads to a significant improvement in the condition of patients with diabetes, including progress

in psychomotor development and social adaptation. The article discusses the basic immunological molecular biochemical
mechanisms accompanying trisomy 21, which largely determine the clinical picture of the syndrome, as well as promising ways
to correct them. A clinical case of a patient receiving pathogenetic treatment is presented.

Keywords: Down syndrome, trisomy 21, psychomotor development delay, treatment
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