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AHHOTaMA

HeCMOTpH Ha 3HAYUWTEJIbHOE PAa3BUTHUE MENUITNHCKNUX TeXHOJIOTUM, BOSMOKHOCTeN na6opaTopH0171 OUaTrHO-
CTHUKHU U pa3H006pa3He TapreTHbIX TepalleBTUUYECKNX MHCTPYMEHTOB, JIeHeHUe TMallueHTOB C reHeTUYeCcKou
MaToJIOTMeN OCTaeTCsd 3HAUMMOU HpO6HeMOIZ COBpeMeHHOI;I MeIUIMHbL. B OTCYTCTBHE DTUOIATOIreHeTruYe-
CKOM Tepaluu MalqueHThl 1eTCKOr'o BO3pacCTa C reHeTUYeCKUMU CUHOPOMaMU MOJTYyYaT JIMIIb CUMIITOMA-
TU4YecCcKoe JieueHue, HallpaBJIEHHOE Ha CTa6I/IHI/IBElHI/HO NX COCTOAHNWA M HUBEJIMPDOBaHNWE JKU3HEYTI'DOJKAIOIINX
(I)eHOMeHOB, ONHAaKO He Ipefrojiarawiiee nakxe 4aCTUYHOI'o BOCCTAHOBJICHUSA q)YHKLH/IIU/I TTOBPe XX JeHHbIX
OpraHoOB. CI/IH,JIpOM AHresnbMaHa - peldKad 1 Td’Kejlad reHeTu4dYeCKasd MMaToJI0rud, MpodBIdiolIasdadcd 3aJepiK-
KOWM TMMCUXOMOTOPHOI'O Pa3BUTUA, CYJOPOKHBIM CUHAPOMOM U IMMOBeJeHYECKUMU paCCTpOfICTBaMH, nmMeromlas
B I1eJIOM He6HaFOHpI/IHTHblﬁ IMPOTHO3 B aCIlleKTe PA3BUTUA U COLTUAJIN3ALI NN ITALITUEHTOB C OTTMChIBaeMOM reHe-
TUYECKOW aHOMaJIuen. TpaHCHJ’[aHTaLH/IH CTBOJIOBBIX KJIETOK — IMEePCIIeKTUBHOE HallpaBJ/IeHUE TepalleBTruYe-
CKUX BO3IENCTBUM ITPpU Pa3/IMUHBIX TeEHETUYECKUX, HeﬁpOHeFeHepaTI/IBHbIX W ayTOUMMYHHbBIX 3abo1eBaHuU-
sX. B cTaTbe onmuchbIBalOTCS ABa KIMHUYECKUX Ha6HIO,E[eHI/IH ITalIMeHTOB C BepI/I(l)I/ILH/IpOBaHHBIM CUHOPOMOM
AHTesibMaHa, B KOMIIJIEKCHOM TepalluK KOTOPbIX KJIFOUEeBOe MeCTO 3aHVMaJia TPaHCIIJIaHTallusAd CTBOJIOBbIX
KJIeTOK. PQBYHbTaTBI KOMIIJIEKCHOTO JIeUeHUd OLleHMBaJ/INCh I10 JaHHBIM (bHBHI(aHbHOFO OCMOTpa, HEBPOJIOT' U~
YeCKOr'o M rmcuxmyeckoro cratyca, HeﬁpOBI/ISYEIHI/IBaL[I/IOHHbIX n CI)YHK]_U/IOHEU'IBHBIX MeTO[I0B UCCJ/IeJOBAHUH,
a TaKiKe pe3yJIbTaTOB Ha60paTOpHBIX UCCIIeIOBaHWM, B TOM UUCJIIe FOpMOHaJ/IbHOTO, MUTOXOHPUAJIEHOT'O
W UMMYHHOI'O CTaTyCa MalfueHTOB. B pe3yJibTaTe JieHeHusd 06a malyeHTa ToKas3ajnu 3HAUMMBbIA rnmporpecc
B ICUXOMOTOPHOM pPa3BUTUU, TUHAMUKY Ha60paTOprIX mokazaTesiel U JaHHBIX Q)YHK]_U/IOHEU'IBHBIX ncciie-
OOBaHWM, UTO MTO3BOJISET paccMaTpUuBaTb O6CY}K,HEIQMYIO KOMITJIEKCHY IO Tepallrio MepCIIeKTUBHbIM METOL0M
B JIeUeHUWH IMallMeHTOB Ja’ke C TAdJKeJIbIMU F'eHeTu4YeCKMNMHU 386OHeBaHI/IHMI/I, COIMTPOBOXK OAOIINMUCA 3HAUU-
TeJIbHbIM IMOPa’>KeHneM HepBHOI;I CUCTEMBI.
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Abstract

Genetic pathologies remain a major challenge in modern medicine, although medical technologies, labora-
tory diagnostics, and targeted therapy tools have significantly developed and expanded. Since etiopathoge-
netic therapy is not provided, children with genetic disorders receive only symptomatic treatment stabilizing
their status and mitigating life-threatening factors, but not contributing to even a partially functional recov-
ery of damaged organs. Angelman syndrome is a rare and severe genetic pathology characterized by delayed
psychomotor development, seizures, and conduct disorders. Patients with this diagnosis have, in general, a
poor prognosis for development and socialization. Stem cell transplantation is a promising approach to treat-
ing various genetic, neurodegenerative, and autoimmune diseases. The article describes two clinical cases
of patients with verified Angelman syndrome who received a combination therapy with stem cell transplan-
tation as a key method. Health outcomes were analyzed using the data of physical examination, assessment
of neurological and psychological statuses, testing methods of neuroimaging and functional medicine, and
laboratory testing of hormonal, mitochondrial, immune states of patients. The results showed a significant
improvement in patients’ psychomotor development and a positive dynamic in laboratory and functional in-
dicators. Therefore, the studied combination therapy approach could become a promising method for treating
patients with severe genetic diseases accompanied by serious nervous system damage.
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BBegenue

leHeTrUecKMe CUHAPOMBL 3aHUMAIOT CYIeCTBEH-
HOe MeCTO B JTHUOJIOTUU 3amepikeK IICUXOMOTOp-
HOTO PAa3BUTHS UM AYTOMOJOOHBIX MOBEIEHUYECKUX
PacCTpOMCTB y MalUeHTOB HeTcKoro Bospacra. Co-
BpeMeHHbIe UCCJIeJOBAHUS ONUCHIBAIOT LeJIBIA Pl
reHeTHYecKux 3a00JIeBaHUM C PAa3IUUYHBIM THUIIOM
HacJIeJOBaHUS, KOTOpbIe IIPUBOLAT K TOMY UJIU UHO-
MYy HapylLIeHWI0 PasBUTUA U CO3peBAHUS HEPBHOU
CUCTEMBI, OJTHAKO BCe OHW 00'beITMHEHBI B 1[€JI0M OT-
CYTCTBUEM 3TUONATOTeHEeTUUYEeCKOro JIeUeHUsd U He-
671aroNpUSITHBIM TIPOrHO30M B acIieKTe BOCCTAaHOB-
neHus QyHKIIMU HEPBHOM CUCTEeMbI. B GOJIBITMHCTBE
clIydaeB MallMeHTHl ¢ TeHeTUYeCKUMU CUHIIPOMAaMU
MOJTy4aloT CUMIITOMATUUeCKOe JleyeHue (KOppeKIus
CYOOPOJKHOI'O CUHIPOMAa IIPOTUBOSIUJIEIITUUECKU-
MU IIpeliapaTaMy, MOBeLeHUYeCKUX PaCCTPOUCTB -
HEMpOJIeNTUYECKMMU CpeJicTBaMu, OazoBas Gu3u-
yeckast peabuanTanoHHas paboTa Mpu U3MeHeHU N
MBIIIIEYHOTO TOHYCA M T.[.), KOTOPOe MPOBOAUTCS
C TIeJTbI0 YCJIOBHOW CTabMIM3aIMK COCTOSTHUS TIAlIy-
€eHTa, O4HAKO IIpU DTOM He IIoIpasyMeBaeTCs Iaske
YaCTUYHOe BOCCTAaHOBJIeHME QYHKIIMOHAJIBHOCTH
HepBHOM CHCTeMBI B BUe MOTOPHOIO U IICHAXOpe-
4yeBOro IIporpecca. HoCTUXKeHUe CUMIITOMaTUye-
CKOW CTabuIM3aluu COCTOSTHUS TIAIlMEHTOB C reHe-
TUYECKOW MaTosioruveit, 6e3yCciaoBHO, yayulllaeT UX
BLIDKMBaeMOCThb, OJHAKO MVJIBTUNUCHUIIINHAPHAL
TIOMOII[b TTPeIOCTaBIIsgeT OOJIbIITNe AaHChl Ha YTy Y-
[IIeHNe IICUXOHEeBPOJIOTNYeCKOro CTaTyca U B LeJIoM
[IepCIeKTUBLl COLMAJIbHOM afalTalluy OMIKCLIBae-
MOro KOHTHUHreHTa. llocjienHue TpU [OeCATHUIIETUL
[I0 BCeMy MUPY BeNyTCd KPYIIHble UCCIIeJOBaHUL
HOBBLIX TepalleBTUYeCKUX CTpaTerui, B TOM YHUCJIe
B 00/1aCTH KJIETOYHOU TepaTni.

[lepcieKTUBLEL IIPUMEHEHUS KJIETOUHOM Tepa-
AW TTPU PAa3/IMYHBIX TeHETUUECKUX 3a00JIeBaHUIX
MHOTOYMCIIeHHEI [1, 2]. C 0THO! CTOPOHBI, DKCITEPU-
MeHTaJbHble WCCIefOBaHUSA HallpaBJIeHbl Ha W3-
yUeHUe KJIETOUYHOM Tepaluy C KCIOJIb30BaHUEM
reHeTUYeCKY HOPMaJIbHBIX UJIU FeHeTUUeCKU CKOp-
PEeKTUPOBAHHBIX KJIETOK B KaueCTBe [Io4X0Ia K IOo-
CTaBKe I'eHOB, [I03BOJIFIOIIEr0 BBECTU HOpMaJslbHbIe
KOIMK TeHa [3, 4], a ¢ pyroil CTOPOHbI, MHTEepeCeH
IpakTUYeCKUM acCleKkT I[IpUMeHeHUd KJIeTOUHOU
TepalluM 3a C4YeT ee MMMYHOMOIYJIUPYIOIIETo,
MPOTHUBOBOCTIAJIUTEILHOT0, OaKTEepPUIIMHOTO, aH-
IMOTEeHHOTro M B Oobllell CTeneHu napakpuHHOIO
abdexTa [5].

CTBOJIOBBIE KJIETKM 007a[aI0T PSIIOM CIerudu-
YeCKUX CBOMCTB, KOTOpBle OejaloT UX IIpPUBJIeKa-
Te/IbHBIMU KaHOUpaTaMy /g TepaleBTUYeCcKoro
WCTIONIb30BAHUS TIPU Pa3/IMUYHbIX 3a00IeBaHUSX,
KaK FreHeTUYeCKUX, TaK U aYyTOUMMYHHBLIX, X COCTO-
SHUAX, COIPOBOKAAMIIUXCA IIOBPEXKIeHUEeM Kile-
TOK ¥ TKaHel. CTBOJIOBEIE KJIETKY HEMMMYHOI€HHEL,
061a/1a10T MUHUMAaJTbHOV OHKOT@HHOCTHIO U KOPOT-

KOM IIPOLOJIKUTEIIbHOCTBIO JKU3HU in Vivo ¢ OIHO-
BpPeMEeHHLIM BBICOUAUIINM pereHepaTUBHLIM IIO-
TEHIIMAJIOM 3a CYeT CIOCOOHOCTH OOHApYKUBATh
[IOBPEXXAEeHHYIO MUKPOCXEeMY W HAIIPaB/IAThL ee pe-
aKIMIO Ha 3aMyCK MMPOLIeCCOB BOCCTAHOBIEHUH [0, 7].

CrHppoM AHrenbMaHa - pefKkoe TeHeTUUYeCKoe
3abosieBaHmMe, XapaKkTepuaylomieecs TpyOou 3a-
Iep>KKOM IICUXOMOTOPHOTO PAasBUTHUA, COIPOBO-
JKOaloleicss aTrakcuei, CYOOPOKHBIMU IIPUCTY-
rmamMy, IIOBeJeHUYeCKMMU pacCTPOMCTBAMU, B TOM
yycje HapylleHueM KOMMYHUKATUBHLIX HaBBLIKOB
Ha ¢oHe 0O0IIEro WHTEJIeKTYaIbHOIO CHUKeHUS.
YacToTa cMHApOMA B 00IIIel Oy ISIUNA BapbUpyeT
ot 1:10 000 mo 1:20 000.

Knuanueckad xapTUHa CUHIpoMa AHTeJbMaHa
BhI3BaHa HapylIeHWeM BKCIPeCcCUpyeMoro Mo Ma-
TEePUHCKON JIMHUU U UMIPUHTUPOBAHHOI'O II0 OT-
noBckou nuuuu UBE3A, KOTOpBI KOOUpPyeT YOUK-
BUTUHINUras3y E3. BblgBIeHEl UeThIpe MeXaHU3Ma,
KOTOpLIe [ejlaloT yHac/JIeLOBaHHBIA [0 MaTepUH-
ckoit nuHMM UBE3A HedyHKIWOHAAbHBIM, HaW-
foslee pacnpoCTpaHEHHBIM U3 KOTOPBIX SIBASETCS
Jefielusi MaTepUHCKOW XPOMOCOMHOM 061acTu
15q11-q13. TTpuMeuaTenbHO, YTO AYTAMKALUS OfI-
HOU M TOU YK€ XpPOMOCOMHOH 00J1aCTU 9BASETCS OfI-
HOM U3 HEeMHOI'MX XapaKTepHBLIX CTOMKUX IeHeTU-
YeCKUX aHOMaju#, CBA3aHHEIX C pacCTPOMCTBAMU
ayTUCTUUECKOrO CIIeKTPa, BCTpevawuxces B >1-2%
BCeX CJIy4yaeB pacCTPOMCTB ayTUCTUUECKOIO CIIeK-
Tpa. XoTs o61ass Mopposiorusi Mo3ra U CBSI3HOCTh
HEVPOHHBIX MPOeKIUN Ka’kyTcsd B OCHOBHOM HOp-
MaJIbHBIMU B MOJeJIAX MBIIIeNd ¢ CUHIPOMOM AH-
rejibMaHa, OCHOBHble (QYHKIIMOHAJIbHbIE TedeKThl
00HAPYXMBAIOTCS HA YPOBHE KOHTEKCTHO-3aBU-
cuMoro 00ydeHWs], a TaK>Ke HApYyIIeHWs CO3peBa-
HUS TUIINOKaMINa W HEOKOPTUKaAbHBIX Liemeil [8,
9]. XoTd 3TH NaHHBIE JEMOHCTPUPYIOT pellralnyo
poJib YOMKBUTUHIIPOTEUHIUTA3bl E3A B pasBUTUU
CUHAIICOB, MeXaHMU3MBI, C IIOMOIIBI0 KOTOPLIX [e-
GunuT YOMKBUTUHIIPOTEMHIUTA3bl E3A TPUBOIUAT
K MaToQU3MUOJIOTUM CUHJPOMa AHrejbMaHa y JIO-
Ileli, ocTaloTcd MaoXxo usydeHHbiMu [10]. OgHaKO
HeJlaBHWe YCHUIWs TOKasajad MHOroobOeIaIyio
BO3MOJKHOCTb BOCCTAaHOBJIeHUS OQYHKIIUHU, Hapy-
IIeHHEIX V [MallMeHTOB C CUHAPOMOM AHrejIbMaHa,
YTO BO3POJMJIO HAMIEXy HA TO, YTO MOXKET OBbITh
HalifeHa spdeKTUBHASA CTPATErUs JIeUeHHU .

HecMoTps Ha pasjavyHble BapUaHThl MeXaHU3Ma
dbopMUpOBaHUS, KIIMHWYECKass KapTWHA CUHApOMaA
AHTeJIbMaHa M[POABJILEeTCHd [OOCTATOYHO TUIIMYHO.
Y 80-100% nmeTedl ¢ CMHAPOMOM Ha TIEpPBOE MECTO
B KJIMHUYECKOW KapTUHEe BBICTYyIIaeT 3alepikKa
[ICUXUYECKOr0 U MOTOPHOI'O PasBUTUSA, OTCYTCTBUE
peuu, HexKejlaTellbHOe MIOBeeHue, aTakCUs, CTepeo-
TUNUM PYK, allpakcusd OBUKEHUN PYK, KOocoIjlasue
M M30BITOUHOE CITIOHOTeYeHUe. DIUIeNTUIYecKue
MPUCTYTbl HAOMIOAAMUCEH CBbIIIe YeM y 70% neTewn,
IIpX D3TOM y BCeX IAllUeHTOB, BHe 3aBUCUMOCTU
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OT HaJIM4YUSA CYJOPOKHBIX MPUCTYIIOB, BEIIBISIETCS
XapaKTepHbIA [J1d CUHIpOMa AHTeJIbMaHa MaTTepH
Ha DBJeKTposHledasorpaMMe (BBICOKOAMIIUTY-
Hble CUHXPOHHBIE JleJ1bTa-BOJIHbI).

HecMoTps Ha OBOJIBHO TUMTUYHY 0 KTTUHUYECKY 10
KapTUHY, HEPEIKO MalMeHThl C CUHIPOMOM AHTeNb
MaHa [AJMTeSIbHOe BpeMsl HAOMI0[a0TCsd UCKITIOUN-
TeJbHO BpauyaMu-TiIcuXxuaTpamu 0e3 Bepubukanuu
MMeIOIIerocsa reHeTUYeCcKoro cuuapoMa. I'eneruye-
CKVe aHOMaJiuu B XpOMOCOMHoM obmactu 15q11-q13
SABASIOTCS OAHWMMK M3 Haubosee paclpocTpaHeH-
HBIX W3 BCeX MyTalui, BbIABIeHHLIX IIpu PAC,
U COCTaBJISIOT npuMepHo 1-2% Bcex cayuaes [11, 12].
Boee Toro, HegaBHMe OTUYeTHL IIOKA3LIBAIOT, UTO Ba-
puaHThl uuciaa Konui 15q11-ql3 cBsizaHbl C ayTH3-
MoM [13]. B cTaTbe onmuUChIBAOTCS ABa KIAMHUUYECKUX
cirydasd TeHeTUYeCKU MOOTBEPKIeHHOI0 CUHApOMA
AHTenbMaHa c rpybol TCMXOMOTOPHOW 3aJlepiK-
KOM M PEe3UCTEeHTHOCTLIO K IIPOBeLeHUI0 CTaHOapT-
HOIO CHUMIITOMaTU4YeCKOro JIeueHUd B aHaMHese.
OnHOMY W3 HUX MPU 3TOM JUATrHO3 «CUHIPOM AH-
rejbMaHa» IIOCTaBJIeH B MJIa[jeHUeCKOM BO3pacTe,
a BTOPOMY - 3HAUUTEJIbHO I1033Ke, B pe3yJIbTaTe uero
pebeHOK paccMaTpUBACS CHelNUaJUuCTaMy MCKITIO-
YUTeNbHO KaK nauueHT ¢ PAC 3a cyeT TUIIMYHOU
KJIMHUYECKOM KapTUHBI.

[TanueHThl 06C/IeIOBAaHBl KOMAH/OM Bpayei,
BKJIIOUasl Bpada-HeBpoOJIora, reHeTHUKa, IICUXUATPA,
MpOBe/IeHO Tpe/IBAPUTEIbHOE KOMITJIEKCHOE 11ab0-
paTopHoe 1 QyHKIIMOHAJIbHOE 0OCIejOBaHUE.

ViMest coOCTBEHHBIV MO3UTUBHBIN KJIIMHUYECKUHT
OIILIT IMpUMEHEeHUd Tepaluyud CTBOJIOBBIMU KJIET-
KaMU MYMNOBUHHOW KPOBU Yy AeTel C 3alepkKKaMu
IICUXOMOTOPHOI'O Pa3BUTUA PAa3/INUHON DTUOJIOTUY,
ObIJI0 TIPUHSITO PellleHue W MOJTyYeHo coTrjiacue 3a-
KOHHLIX IIpe[CcTaBUTejie Ha IMIpoBelleHUe TpaHC-
IUIAHTAllUM CTBOJIOBEIX KJIETOK OIUCHIBAEMBIM
B CTaThe MalUeHTaM.

Y oboux [neTell mepej TpaHCIJAHTAIMel CTO-
JIOBBIX KJIeTOK Oblyia TpOBefieHa Teparus, Halpas-
JIeHHAas Ha KOppeKI Mo HelpoBOCIlajleHUs, KOTOpoe
Y HUX OIIpelesIsIoCh II0 COOTBETCTBYIOIIUM aHalIu-
3aM, TpOBeeHbl KypChl WHPY3UOHHO-AETOKCHKA-
IIMOHHOW Tepamnuu, 00YCJIOBIIEHHbIE BbISIBIEHHBIM
MHTOKCUKALMOHHBIM CUHAPOMOM COTJIACHO pe3yJib-
TaTaM J1abopaTOpPHbIX MCCIeOBAHUM, MPOBEEHbI
KYPChI Tepanuvu aHTUOKCUTAHTAMMU.

Onmucanue KJIMHAYECKHX ClIyuyaeB

Kmuaunveckuii cayvail 1. [TanueHt A, 2 ropa.
13 aHaMHe3a U3BEeCTHO, YTO PeOeHOK BOCITUTHIBAET-
cst B 61aronoyYHOM TTOTHOM ceMbe. bepeMeHHOCTh
TpeThs (1 - c/a, 2 - 3H0poBasd AeBOYKa), TpoTeKasa
B 11eJIoM $U3MOIOTUYECKU, peOEeHOK POK/AeH OHO-
HIeHHBIM. POl CAaMOCTOSITe/TbHbIE, BEC TIPU POXK/JIe-

Huu 3050, omenKka 1o mKkaie Anrap 8/8. C poxkieHns
A. pasBuBaJICd C 3aep>KKOM IICUXOMOTOPHOI'O pas-
BUTHS, B CBSI3W C YeM HAOJII0[IaJICs BPAuyOM-HEBPO-
JIOTOM II0 MeCTY JKUTeJIbCTBa, IIPOXOOUII KYPCHI Jie-
4eOHO-TTPOPUIAKTUUECKOTO MACCaKa, HOOTPOIHYIO
Tepaluio, OLHAKO IIPOBOLUMOE JleueHUe He IIPUHO-
CHJIO [OJIKHOTO pe3yJiibTara.

Ha MOMeHT IJTaHOBOU FOCIUTAIX3ALIUY [IPU OCMO-
Tpe pebGeHOK BBIT/IS/IeNl 3HAUMTETbHO MJIa/IIle CBO-
ero BO3pacTa, TUMNOTPOPUYEH, TMIOTOHWYEH, OC-
MaTpUBaJICd Ha pykax MarTepu. KoskHble MOKPOBLI
OreHble, CyXue, C oyaraMy aToMWYecKoro gepma-
TuTa. KOHEYHOCTH XOJIO/IHbIE, BIaXkHbie. 3y0Obl pac-
CTaBJjIeHbl MIUPOKO, HajeT [IpUCTIN ¢ rUNoNIa3uelt
oMaju, mporHatusMa HeT. Bpaxunedanus. [Ipyrux
OIUCMOPPU3MOB HeT. AyCKyJbTaTUBHO [bIXaHUe
skecTKoe. JKUBOT B3OYT, HEIIPOIOPLUOHAILHO YBe-
JINYEH 10 OTHOIIEHUIO K KOHEUHOCTIM, BEIpaskeHHOe
razoobpasoBaHue.

Bo BpemMs ocMoTpa TuUIepakTWBeH, obpaluanu
Ha ceOs1 BHMMaHWEe MHOXXECTBEHHbBbIE CTEepeoTHII-
Hble XaoTUUYeCKUe OBUKeHUd, a TaksKe Pe3KO CHU-
SKeHHasi CITIOCOOHOCTH KOHIIEHTPUPOBATH BHUMAHNeE
1 GOKyCcHpOBaTh B3TJISA], MEPUOUUECKU CTPabU3M.
Ha obpalieHHYy0 peub peakIiisi CHUKEHA, BHITATKU-
BaJl 93bIK, UYTO COIIPOBOXKIAJIOCH KPATKOBPEMEHHDI-
MU CUHKUHE3USIMU.

['masHble IIear OOWHAKOBBIE. 3PAauKU OKPYIJIbIe
D=S, Ha cBeT pearupyloT xopouro. Co CJI0B MaTepH,
KOpMJIeHWe 3aTPyIHEHO YaCcThIM U OOMIIbHBIM CPbl-
rusanueM. OH HACTPOEHUI HEYCTOMUUB, «CBOA-UY-
SKon» nudpdepeHnmpoBan mioxo. CaMoCTOSITETbHO
He CU[eJI, He llepeBopauuBajcs. MI3BecTHO, UTO Y pe-
OeHKa C POXIEHUsT UMeTCs pobIeMbl C 3achina-
HUeM U I[oLJepsKaHWeM CHA, YacTble IIPOSIBIIeHUA
IUCOYHKIUU SKeTyJOUHO-KUIIIEYHOTO TpaKkTa B BU-
Je o6CTUTIaL U .

Bce T CUMIITOMEI XapaKTepHBL g CUHIpOMa
AHrenbMaHa, HO He SBJISI0TCS ClIelUPUUHBIMU.

YuuThIBasg BBIPAYKEHHBIM WMMYHOMeTabonuye-
CKUII CUHIPOM, peOeHOK MOCTyIaeT B CTAlMOHAP
IJI1 UHTeHCUBHOM OeTOKCUKALIMOHHON U MIPOTUBO-
BOCIIAJIUTE/ILHOM Tepanuu. [Io Mepe KOMIIEHCAIIUU
00I1Iero COCTOSTHUS 11e71eco06pasHo MOCTAaBUTH Te-
HeTUYeCKUN OUarHO3, OIIpeleINTh IPOrHO3 U IIYTHU
IOJITOCPOYHOM KOPPEKIIUN.

[Io pesyiabraTaM TeHETUUYECKOrOo MCCIIeJOBaHUSI
obHapyXeHa nenenusi 15ql1-ql30- Ha Komuu Mare-
PUHCKOW XpPOMOCOMBI, Bo3HUKIIas de novo. Cienyer
OTMETHUTh, YTO OTKJIOHEHWE OT TUMMUYHOTO PEeHOTU-
Ia cuHIpoMa AHTe/lbMaHa He MCK/II0YaeT UCTUH-
HOY MyTaluu cuHapoma AHTejlbMaHa. HekoTopole
myTtainuu reia UBE3A mpuBogsaT K 6Gojiee Jerkum
beHoTHUTIAM, YEM TUMTMYHBIA CUHAPOM AHrelbMaHa,
IMAlJUeHTHLl ¢ HUMU He COOTBETCTBYIOT BCeM KJIMHU-
YeCKUM KPUTepUsaM CUHApoMa AHrejbMaHa, U UX
3aboieBaHMe MOXKET TMpOTeKaTh BO MHOTOM HETH-
MU YHO.
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B naGopaTopHbIX HCCleloBaHUSAX pebeHKa 006-
Hapy>KeHO YyBeJIMUeHUe HeWpOBOCIAIUTENbHbIX
MapkepoB (HCE 28,44 c100 0,130), aHTUHYKJleap-
Horo ¢paxkTopa (AH® 1:640), moBbIlIeHWEe MOJIOYHOMN
KUCJIOThI B KPOBU (3,43) U MeUeHOUHbIX pEPMEHTOB,
TOTa/IbHOE CHUJKEHVEe KOHLIeHTpPalLUU CTEePOUHbIX
rOpMOHOB B KpoBu U citoHe npu AKTI Ha HUKHeR
rpaHulle HOPMbI, BbIPA’)KEHHOE YBejIMUeHUe KOH-
LeHTpallu D03WHOPUIIBHOTO KATUOHHOTO Oesnka
(123 ur/min), a Takxke rpyboe TMOBBIIIEHUE KOHIEH-
Tpaluy BWHHOW, KOQeWHOW KUCIOT, apabuHTOIA
1 apabuHO3bl B MoUe. IMMYHOJIOTUYECKHEe UCCIIef0-
BaHWUS [T0KA3bIBAJIM YMEPEHHO BbIPaskeHHbIM UMMY-
HOeUIIUTHBIN CTATYC.

Takum o6pazom, Ha ¢(oHe BBIPAKEHHOTO CH-
CTEeMHOTO BOCHAJIUTENBHOT0 Tipollecca obpamiaer
BHUMaHWe pelUAWBUPYIOIINY TulepkaTabonmye-
CKUI-TUTIepMeTab0IMYecKUi CUHJIPOM C T'pPyObIM
nebunTOM aHAb0IMYeCcKOro KoMIoHeHTa. CUCTeM-
HBIM BOCIAJIUTEJIBHBINA [IPOLeCC UMeeT UepThl ayTo-
MMMYHHOIO, 3aTparuBalollero MblIIeUHble CTPYK-
TYpbl M CTPYKTYPBI KojlJlareHa (C MOBBILIEHUEM
KOHLIEHTpalUKU CaXapollrHa, IUIEeKOJIMHOBOM KUC-
JIOTBI, CApKO3MHA B KPOBHU, a TAKIKe MUPOrIyTaMu-
HOBOW KMCJIOTHI B MOU€) C COMYTCTBYIOIIUM POCTOM
cyMMBI aHTuTesl K JJHK u xoynareny. Ilo maHHEBIM
MeTaboJIOMHBIX ~ MCC/Ie[IOBaHUN  BepuUIIMpPOBA-
Ha MUTOXOHJpHanbHasd OUCOYHKIUSA CMeIIaHHOTO
xapakTepa C TpPexoAsiuuMu GJI0OKaMU BHYTPUMU-
TOXOH/IPUAJTLHOTO 0eTa-OKUCJIeHUs W TIOTepsiMu
MeTaboMTOB CpeIHeleNoYeUHbIX >KMPHBIX KHC-
JIOT, BIUIOTH 0O KapTuHbl MCAD 1o pesyiabpraTaMm
opraHuuyeckux KucnoT. IIpexonsiiue nabopaTop-
HO BepuOUIIMPOBAaHHbIE MeTaboIMUeCKre KpPU3bI
He MPUBOAMIIM K TIOJHOIEHHBIM MeTabonnyecKum
alUIOTUYeCKMUM KpusaM, OJHAKO I[POBOLMPOBAIU
HapacTaHue JepUIUTAPHOTO COCTOSHUS.

CriexTp M3MeHeHUU MeTabonuueckoro npoduss
CBSI3aH He CTOJIBKO C FeHeTUUeCKO [1aTOoJI0r e, Bbl-
SBJIEHHOU y pebeHKa, CKOJIbKO C BIUTeHeTUIeCKUM
COCTOSTHMEM UMMYHOMUTOXOH/PUAJIbHOIO 1MaTesa,
MpPOrpeccupylonero KaraboJImyeckoro CUHIpOMA
Ha GOoHEe UMMYHOIePUIIMTHOTO CTaTyCca U XPOHU3U-
pYIOLLEerocs BOCIAJIUTENBHOrO Ipotecca. [Ipu sToM
HapyleHre o6MeHa HeWPOCTEepPOU/IOB, HepOTpaHC-
MUTTEPOB HOCHWJIO BTOPUYHBIA XapakTep Ha ¢oHe
Mpexosiero 4acTuyHoro 6goka GpepMeHTHOU CH-
CTeMbl TUPOKCHUJIA3, HAKOIJIEHUST TTIOOOUHBIX TPO-
IYKTOB o0OMeHa apoMaTWYecKUX aMWHOKHUCIIOT,
UTO [ONOJIHUTEIBHO YCUJIMBAJIO WHTOKCUKALVOH-
HBIM CUHIOpOM. Takyke MHTOKCUKALMOHHBIA CUH-
JIpoM ycyTyOsiyicsd 3a cyeT Tpy0OOro MHBA3MBHOIO
KaHJM03a, pa3BUBIIErocs y UMMYHOIepUITUTHOTO
natueHTa.

[lo HamleMy MHEHWIO, CyMMallMOHHAasi aHTUIEeH-
Has Harpyska U cllefjyiollee U3 Hee HeNUpOBOCIa-
JINTEJIbHOE IOBPeX[eHWe HEPBHOU CUCTEeMBbl Y UM-
MYHOJeQUIITMTHOTO U TOPMOHAJIBHO 0C/IabIeHHOT0

pebeHKa CO CHUKEHHbIM KOMIIEHCATOPHBIM TOTEH-
1uaaoM ObIIW Befyllei MPUYNHON TIKEeCTH TICUXO0-
MOTOPHOY 3aJepKKH HapaBHe CO CJIeICTBUSIMU UMe-
Ioleicd reHeTUYeCKOY ITaTOJIOTUH.

[TanueHTy B TedeHUe CTALMOHAPHOIO JIeUEHUd,
a B gajibHelieM B aMOyJaTOPHOM peXKuMe TTPOBO-
Iujach KOMIIJIEKCHAg IIPOTUBOBOCIIAJIUATEIILHA,
WHPY3UOHHO-AETOKCHKALIMOHHAS,  IOAJepP>KUBAl0-
mas KodpakTopHas hepMeHTHas Tepanwus, moaobpa-
HO CIelUaJIU3UpOBaHHOE NMUTAHUEe CMeCIMU, IMO[I-
XOASTIMMU JI51 KITMHUKO-TabopaTopHOTo GeHoTHTIa
naueHTa.

Ha ¢oHe mpoBoguMMO# Tepamuu CHycTss 3 Mec.
HaO/IOJleHsT OTMeuasiach CcTabwiausanus Jabo-
paToOpHBIX ToKazaTesnel HelpoBocnanenus (HCE
u c100 - HopMa), cTabuausalvss UMMYHHOTO CTATY-
ca (AH® - Hopma, DKE - HOpMa, apabuHTO U apa-
OrHO3a - OTpUIATEbHO), TOPMOHABHOTO CTATYyCa,
a Takxke MeTabonuyeckoro mnpoduss mnaiueHTa
C BBIPaKEHHBIM YyJyullleHueM oOMeHa >KUPHBIX
KucioT. Ha ¢oHe omuchiBaeMoit Tepanuu peGeHoK
Habpas Bec, Hauas GOKYCUPOBATH B3TJISA, TMOJTHO-
CTbI0 HUBEJIWPOBAJIUCH DMOIIMOHAJIEHEIE ITeperambl
U CTEpeOTUIIHbIe IBUKeHUTI KOHEeUHOCTEeN, MaJIbUUK
Haua obpainiaTh BHUMAHWe HA B3POCIIbIX, OSIBUJICS
KOMTIIJIEKC OKMBJIEHWS Ha MaTh U OTHA U TuddepeH-
Uanusgd «CBOM-4YyKOMW».

HecMmoTps Ha 3HauUTesIbHBIE YCIIeXY, IIOJIY4YeH-
HBle B pe3yjibTaTe KOMIIJIEKCHOM IIPOTUBOBOCIA-
JINTeJIbHOM Tepaluy, 3alepikKKka ICUXOMOTOPHOIO
pas3BuTHsT pebeHKa ocTaBasach rpyooM, U3-3a 4ero
KOHCUJIMYMOM Bpaueil ObIJIO TTPe/IJIOKeHO POoauTe-
JIIM BKJTI0UeHUMe pebeHKa B MCC/Ie[JoBaHWe U MPOBe-
IeHVe B ero paMKaXxX TPaHCIJIAHTAILMKU CTBOJIOBBIX
KJIETOK.

[locrie monyuyeHUs OQUIIMAIBHOTO Pa3pelleHus
M BKJIIOUEHWS B UCC/le[joBaHMe pebeHKy Obljia Mmpo-
BeJleHa MOATrOTOBUTeNbHAsT WHPY3UOHHAS Tepamnus
reraTolpOTEeKTOPHLIMY IIpelapaTaMy, 3a 2 4 4o Ha-
yajia MHQY3UU CTOJIOBBIX KJIETOK OJJHOKPATHO Ha3Ha-
JaJIUCh aHTUTUCTAMUHHEBIe IIpelapaTil B pa30BOU
nose. TpaHCIUIaHTAIlMg CTBOJIOBBIX KJIETOK B [103€
1 MJIpI KJIeTOK IIPOBOAUIIACE ME[JIEHHO BHY TPUBEHHO
yepes neprudepryeckrii Kkaretep B TeueHue 30 MUH.
noJi HAOMIoJleHWeM JIeXKypPHOro Bpaya C TOoc/e/yio-
UM TPEXCYTOUHBIM HaO/IfoJleHueM B CTallMOHape.
[1711 BBeeHUS MCIIOJIB30BAJIUCEH NOHOPCKUE CTBOJIO-
Bble FeMOIIO3THUUeCKye KJIIeTKU IIYIIOBUHOU KPOBU.

[Tocsie MOCTTpaHCIIAHTAIMOHHOTO HAOMIOAeHNUS,
3a BpeMd KOTOPOI'0 HesKejlaTeJIbHBLIX SBJIEHUU BbI-
SBJIEHO He OblI0, pe6eHOoK A. OblJI BBITTUCAH TOMOM
noj; amOyiaTopHoe HaboaeH e,

B TeueHue Mecdla [1ocjIe IpoLenypbl TpaHCIIaH-
TallM¥ CTBOJIOBBIX KJI€TOK pPeOeHOK 3HAYMTehbHO
OKpeIl MOTOPHO, HayuyMJICAd CaMOCTOSTEJIbHO IIe-
peBOpauMBaTHCS CO CIUHBI HA XUBOT M 0OpaTHO,
[10JI3aTh, & TakyKe BCTAaBaTh C OIOPOM Ha PYKU. 3Ha-
YUTeJIbHO UBMEHUJINCE U IICUXOpeUeBhle XapaKTepu-
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CTUKM MajbuMKa, KOTOPBIM CTaJl oOpaliaTh BHUMA-
HUe Ha OKPYJKAIOLINX, UHTEePeCOBAThCSA UTPYLIKAMY,
[IOSIBMJIOCH T'yJIeHWe U COM3MepUMble C CUTyaluen
1 KOHTEKCTOM DMOLIMOHAJIbHbBIC peaKLUU.

TakuMm 00pa3oM, BBeJleHWE CTBOJIOBBIX KIIETOK
pebeHKy ¢ y’Ke KOMIEHCHPOBAHHOW WMMYHOJIOTU-
JecKoW OUCOYHKIMEW IPUBEIO0 K BbIPa’XEHHOMY
nporpeccy Tex QYHKIIMHI, KOTOpble 3a CYeT ycCTa-
HOBJIEHHOI'0O T€HeTHMYeCKOro CHMHApoMa BO MHOT'OM
He TMpeJIosarajioch MOIyUuYuTh. PeGeHOK Mposo-
JKaeT OCTaBaThCs TI0f HaOIIOIEHWeM U IoJydaeT
callJIeMEHTapHYI0 NOOAEePKKY MUTOXOHIPUAIBHOIO
1 UMMYHHOI'O cTaTyca. B maHax moBTopHagd TpaHC-
IJIAHTAL U CTBOJIOBBIX KJIETOK CIYCTH TpU Mecsdla
[10CJIe IepBOU MpoLenyphl.

Kmunanveckuit cayvyait 2. PebenHox M., 8 et
/13 aHaMHe3a U3BECTHO: OepeMeHHOCTh 61aTonosy u-
Has GusMonoruveckas, eCTeCTBeHHbIe POfbl B CPOK.
PanHee ncuxodusunosoruyeckoe pa3BUuTHe NpoTeKa-
70 6e3 ocobeHHOCTel 10 BO3pacTa [AeBATH MeCSIIEB,
nocyie yero HabJ0a0Ch CHU)KeHWe TeMIa B MpU-
obpeTeHWU HOBBIX HABBIKOB. B BospacTe 8,5 Mec.
neperec OPBU, BriocsieicTBUM ObIjla OTMeUeHa TU-
nepTepMuyecKkasi peakiiusg Ha TPOOUIAKTUUECKYIO
BaKIMHAIMIO, B JajibHeIIeM peOeHOK Hayasl yacTo
6oneTh (2-3 pasa B Mecsll).

CrefyeT OTMETUTbh, UTO TIOCJIE [IEBATU MeCHIIEB
HabJI0/Ta/TUCh TTPOSIBJIEHUWST ATOMMYECKOro JepMa-
TUTa BO BpeMd ['B ¢ TUNMUYHBIMU BBICBITAHUSIMU
Ha [IeKax U aroguiax, 6es fMHaMUKY Ha poHe Kop-
PeKIiMM paluoHa MaTepu. HecMOTpd Ha MPOBO[IU-
MYI0 OOIIYIO TeJuaTpUUecKylo, HEBPOJIOTUUYECKYTO
M peabUIMTAIIMOHHYI0 paboTy, pebeHOK Tolles
TOJIBKO B BO3pacTe ABYX JIET, IpUUYeM OTMeyvaliach
BbIpakeHHas atakcusi. C 1,5 roga Ob1JIo o6HApyKe-
HO HayvaJso paspylieHus 3y6Ho# amMasu. C 9TOTO BO3-
pacta peGeHOK MOCTOTHHO HabTI0qaics BpauoM-He-
BPOJIOTOM, WMMMYHOJIOTOM, TIPOBOAMUJIUCH KYPChI
IMPOTMBOBUPYCHOM M TOANEP)KMUBAIOIIEN Teparuu.
[MapannensHo HabsomanCs 0GTaTIBMOJIOTOM 0 TI0-
BOJ1Y KOCOTJIa3USl.

B BO3pacTe nATH €T IPOKOHCYJIbTUPOBAH IO pe-
3yJibTaTaM MPOBEIEHHOI0 FeHEeTUYECKOTO MCCIIe0-
BaHUY BpAuyOM-TeHETUKOM, BBICTABJIEH KJIMHUYE-
CKWUW MUATHO3 «CUHOPOM AHrelbMaHa».

K BospacTy 6 neT MOoTOpHad 3ajlep>kKKa 0CTaBallach,
HAbJTI0/1a/I0Ch  OYEBH/IHOE TICMXOpedyeBOe OTCTaBa-
HUe B BUJE CKYJHOrO CJ0BapHOTO 3amaca (He Gosee
20 cy10B, He 00beMHAEMBIX B ppasbl), obleHre npe-
MMYIIECTBEHHO XeCTaMHU, OTpaHUUYeHre TOHUMaHUA
Y BBITIOJIHEHUS TIPOCTBIX OBITOBLIX WHCTPYKIIUH.
MHoOTroJIeTHSST  TICUXOJIOrO-TleJlarornyeckas, Heu-
poricuxosioruyeckas, jororneguyeckas u nedexToso-
ruveckas paboTa He TPUHOCKIIA 3HAUMMbBIX M3MeHe-
HUM  TICHXOMOTOPHOIO cTaTyca pebeHka.

[Tpy TOCTYIJIEHWW PeOGEHOK BBITJIAIUT MJlajilie
CBOEro Bo3pacTa, umeeTcs: AePUIUT Beca U MbIIIey-

HOU Macchl. KolKHBIe ITOKPOBBLI CyXHe, IIepoXoBa-
Thle, OTMeYaloTCd MHOJKeCTBeHHbIe HKCKOPHUAlUU.
IIbIxaHue MpeuMyIIeCTBeHHO POTOBOE, POT IIPUOT-
KPBIT, CJTIOHOTeYeHue. JINnleBbIX AUCMOP(PU3MOB, Xa-
PaKkTepHbIX I TeHeTUYeCKUX CUHIPOMOB, He BbI-
SBJICHO. AYCKYJIBTQTUBHO [bIXaHHWe >KeCTKoBaToe
C eIMHUUYHBIMU CYXUMU XPUTIAMHU, SKUBOT 6e36051e3-
HEHHbIN, yMEepPEeHHO B3/ Y ThI.

MaspuuKk OBICTPO MCTOIAaeM KakK B pe3yyibraTe
dusnYecKoy, TaK U B pe3ysbraTe KOTHUTUBHOW Ha-
rpy3ku. Ha ¢poHe ucTOIeHUS TPOSIBASIIUCH HEXKela-
TeJIbHBIe MTOBeJeHUeCKre ITaTTepHEl B BUIe CTepeo-
TUIIHBIX [OBUJKEHUM, BOKaJIW3allUM, OBUrATeIbHOU
PacTOPMOJKEHHOCTH C IIepruofaMy arpecCuu 1 ayTo-
arpeccum.

[To maHHBIM J1TAO0PATOPHBIX WCCJIEIOBAHUMN BbI-
SBJIEHO YMepeHHOe IOBbILIeHNe Helpocrnenuduye-
CcknX MapkepoB (mpeumMmyniectBeHHo HCE), Beicokas
KOHIleHTpauus aHTuctpenTtonusrHa O (422), BbICO-
Kas KoHIleHTpauus MJ18-94,8, Gonblive HUPKYITU-
pymouie UMMyHHble KoMIslekehl (LK) moBbIeHb!
o 41 y.e., cpenuue LIMK nosbilieHsl 10 118, masble
UWK noseireHsl go 278, cymma LMK 437 IIUK
Oonbimue cHUKeHBI, 9%, [IVIK cpegHue CHUKEHBI,
27%, LIK manble moBbIIEeHb], 64%.

LIMB B ciaone - 3,9x108?% BII' 6 Tum - 5,1x1085.
[IMB B cockobe u3 potorinoTku 3,0x108% BIIT" 6 TU1 -
7,3x108% KpoBb: [IMB He o6HapyxeHo, BOE He o0Ha-
pyxeno. B OAK rematoxput 40,3, MOBBIIIEH (HOpMa
110 39,8), reTeporeHHOCTh SPUTPOIUTOB 110 06bEMY —
14,7, noBeIleHa (HopMma 110 14,40). AHTUHYKJTeapHbIN
daxTop 1:640.

[To pesymbraTaM MeTabOTOMHBIX WCCIeIOBaHUIMA
y M. 06Hapy>XKeHO yMepeHHOe yBelndeHrne KOHIIeH-
Tpaluy JlaKTaTa B KPOBU C KOHTPDYDHTHLIM YBeJlu-
YeHMeM DKCKpellMd MOJIOUHOM KHUCJIOTHL C MOYOH,
CHMJKeHWe THMPOBUHOTPA/IHOM KUCJIOTHI U MeTabo-
JIUTOB LIMKJIAa TPUKAPOOHOBBIX KMCIOT HA GOHE 3Ha-
UNTEJIbHOI'0 YBe/INUeHUs KOHIIeHTPALUU 3-TUPOK-
CUMAaCIg9HON KUCJIOTBEL Oo 4778 M alleTOYKCYCHOU
KHMCJIOTBL, UYTO COOTBETCTBOBAJIO BBIPAJKEHHOMY Ke-
TOALUIOTUUYECKOMY CTaTyCy, KOTOPLIA, BeposTHee
BCero, mpoTeKkan y pebeHka B XpOHUUECKO popme,
He JOCTUTasg KPU30BLIX 3HAUYEHUU. 3HAUUTEJIBHOE
MOBbIIIIEHUE TIUIepuHOBON 14,7 (HopMa Ao 8), iaBe-
neBoit 236,8 (HopMa 1o 50) KUCIOT COMYTCTBOBAJIO
MOBBLINIEHUI0 KOHIIEHTPAlUN JTMMOHHO-I0I0UHOW,
KoQelHO! U BUHHOW KHUCJIOT, YTO COOTBETCTBOBAJIO
rprOKOBOY MHBA3W¥W W BTOPUYHOMY M3OBITOUHOMY
obpazoBaHuio okcanaToB. CiegyeT OTMETUTH 3HA-
UM TeJIbHbIe IIPeBLIIIeHU KOHIIeHTPAlUi cpegHele-
MOYEYHbIX KUPHBIX KUCIOT (cebaliMHOBast, auIIu-
HoBasl, cyGepruHOBAasl) ¥ MErJTyTOJIa, YTO XapaKTepHO
IJIST MUTOXOHAPUAbHONW JUCPYHKIMU W Hapylle-
HUsT GeTa-OKMC/IeHUsT SKUPHBIX KHUCIOT M CIOCO0-
CTBYeT Pa3BUTHIO DHeProfepUIIMTHBIX COCTOSTHUH,
B 0COOEHHOCTH Y ieTell C CUCTEMHBIM BOCTIAJIUTENb-
HBIM IIPOL[ECCOM XPOHUYECKOI'0 TeUEeHU .
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[To pesynbraTaM MpPOBeLeHHOr0 DDI-MOHUTOPUH-
ra HOYHOrO CHa BBISIBJIEHO: YAaCTOTHBIE XapaKTepu-
CTUKYM KOPKOBBIX PUTMOB O0OAPCTBOBAHUS CHOPMU-
POBaHBI B [Tpejieiax BO3PaCcTHOW HOPMBI, 30HaJIbHbIE
pasnuuus mpaBubHble. COH 1 6ofpcTBOBaHME AU(D-
depeHIIMpOBaHbI, CTAAWU CHa omnpefdensoTcd. du-
3MOJIOTUYeCKMe MaTTepHbl cHA cHOPMUPOBAHBI MTpa-
BUJIBHO, BBIPAYKEHBI JOCTATOYHO.

Ha»aToM ¢poHe B mepuo/i cHa 3aperucTprupoBaHa pe-
rMOHAJIbHAS dMUJIeNTUPOPMHAS AaKTUBHOCTD, MPe/l-
CTaBJIeHHAs OJWHOYHBIMU, peXe - CrpyIIUpOBaH-
HBIMUW PEruoHaJIbHbIMU OCTPBIMU BOJIHAMU, 4acCTO
B COUETAHUU C MeJJIEHHOU BOJIHOM (110 Mopdosioruu
cooTBeTcTBYWOIIKME [1DP/]) HEBBICOKOW aMITUTY/b
¢ GOKYCOM B JIEBO¥ TeMeHHO-I|eHTpaJIbHOM 06/1acTh
(P3 C3), peiko c pacipocTpaHeHWeM Ha BEPTEKCHYIO
0671acTh. THIEKC PeruoHaabHOM 3MUIenTHGOPMHOM
AKTUBHOCTU B MepPUO[, CHAa HU3KUH, BapbupyeT oT O
1o 10% smoxu aHanusa. B 60pCTBOBAHUU MATOJIO-
I'MYeCKOy JIOKAJIbHOM, [apOKCU3MajIbHOM M DIIU-
nenTuGOPMHON aKTUBHOCTU He 3aperucTPUPOBAHO.

[To manHeiM MPT rojioBHOro Mo3ra BbISIBJIEHA
BEHTPUKYJIOMerajius, NUCIIacTUuUYeCcKuit dbeHoTUm
KOpBI JIEBOU TIpelleHTpasibHON 06/1acTH, 3ajlepskKKa
MUeTMHU3AIMKA TePUBEHTPUKYIIPHOTO 6ejioro Be-
lecTBa TeMeHHBIX fojeill. CpefuHHbBIe CTPYKTYPhI
He cMellleHbl. JIMKBOpOAMHAMUKA KOMIIEHCHPOBaHa.
Cyb6apaxHouaabHble TPOCTPAHCTBA OINPeAessioT-
Csl YOBJIETBOPUTENIbHO. ['MIIIIOKAMITBI CUMMETPUY-
HbI, 0ObIUHOM (OPMBI, HapylleHuit MP-CUTIHAIO0B
HeT. CBUETEe/bCTB HaJIUUYUAd COCYLUCTBIX Mallb-
dbopMalnMil WM HeOMIacTUYeCKMX oOpa3oBaHUA
He TojiydyeHo. [unoduzapHo-runoTajaMuyecKuit
pervon 0e3 y4yacTKOB U3MeHeHUss MP-curHana
Y JIOTIOJTHATETbHBIX 00pa3oBaHmil. MO30IUCTOE Te-
70 chopMupoBaHO mNpaBuiabHO. CTBOJ, MO3XKEUYOK
6e3 ocobenHocTel. KpaHuoBepTeGpalbHBIN Tepe-
xon, cbopMUpPOBaH MPaBUIbHO.

B ycrnoBuax crauvoHapa M. TpoBefieH KypcC Mpo-
TUBOBOCIAUTEbHONW, WHPY3UOHHO-AETOKCUKAIIU-
OHHOW Tepanuu, a TakKe KYpC MUTOXOHIpUATbHON
peabuInTalMU C KOMIIJIEKCHBIM TIPOBEEHUEM WH-
TepBaJibHOW THUIOKCUTEPANUU, TUNepOapuuecKoit
OKCUTeHalluu M o30HOTepanuu. Ha ¢poHe mpoBoau-
MOU Tepanuu COCTOAHNE C ITOJIOKUTETbHOW JUHAMU-
KOV B BUJe YIIYUIIeHUs CHA, VJIYUIIIeHUS BbIHOC/IU-
BOCTMH, BBIPa’KeHHOTO YMEHBIIIEHUS CTePEeOTUITHOTO
oBeeHUSl.

Ha ¢oHe amMOyI1aTOpHOrO BefeHUST MOJOKUTENb-
Has JUHAMWKa TPOJoJKajia HapacTaTh: Habo/a-
Jlach KOMTIeHcalus J1abopaTOPHBIX TIOKa3aTesei
MMMYHHOTO ¥ MUTOXOHJIPUabHOTO cTaTyca, Oojee
He ObUIO aUUAOTUUYEeCKMX OIU30M0B, CHUSUIKUCD
ACJIO m mnokasaTeau CUCTEMHOIO BOCHAJIEeHU.
B kauHMYecKOoV KapTWHeE MajbUMK TaK>Ke 3HAUYU-
TeJIbHO M3MEeHWJICH: Hayasl MoKa3blBaTh KApTOYKHY,
YIIYUILIUIIOCh TOHUMaHWe Y B3aUMOeCTBUE C OKPY-
JKAONIMMHU, TIOSBUJIOCH TOJpaskaHue, m3obpaskaer

JoJleil, aKTUBHO B3aWMOJEeNCTBYeT C JIOAbMHU, BbI-
paykeH Mo3HABATEe/IbHBIM NHTEPEC, OAHAKO OCTAJIUCh
TPYJIHOCTH B KPYIMHOW WM MEJIKOW MOTOpPUKE, CKYJ-
HOCTh KOHTaKTa CO CBEPCTHUKAMH, OBITOBOE IIO-
HUMAaHWEe C BbIpAa’KeHHOM MIA0JIOHHOCTHIO W PUTHU/I-
HOCTbIO. B cuiy Bo3pacTa pebeHKa M OCTalollencs
aKTyaJIbHOW 3aJIePXKKK TICUXOMOTOPHOTO PAa3BUTUSA
ObIJI0 TPUHSATO PellleHre O BBeJIeHUN KIeTOUHOU Te-
panuy B KOMITJIEKC TTPOBOJIMMOTO JIeUeHUSs.

Belto monydeHo odpuiiMaabHOe pa3pelieHue, Mo-
cie 4vero peOGeHOK OblJI BKJIIOUEH B MCCJ/Ie[IOBAaHMUE,
rocJie TOJrOTOBUTEIbHON Tepanuu Oblja TpoBe-
JleHa TpaHCIUIaHTalWs JTOHOPCKUX CTBOJIOBBIX Tre-
MOTIODTUYECKUX KJIETOK MYTOBWHOW KPOBU B J03€
1 MIpIO KJIeTOK BHYTPUBEHHO 4Yepe3 nepudeprye-
CcKu# KaTeTep. Tak e Kak U B KJIMHUYECKOM CITY-
yae 1, mocse TPexXCyTOYHOTO HAOMIOAEHWs BBUMY
OTCYTCTBUS HeXXe/aTeJbHbIX peakiuii M. ObIJT BbI-
MucaH U3 CTallMoHapa.

3a mpouefinre TpU Mecsla Tocje TpaHCIIaH-
TallM¥ CTBOJIOBBIX KJIETOK BBISIBJIeHA BbIpa’keHHasd
IVHAMWKA TI0 TICUXOMOTOPHOMY DPa3BUTHUIO pebeH-
Ka B BUe 3HAYMUTEIbHOW CTAOUIM3AIUN KPYITHOU
M MeJKOW MOTOPWMKM, OCBOEHUS TUTMEHUYECKUX
HaBbIKOB M HAaBBIKOB €aMOOOCHy>KMBaHUS (HAyal
caM TIpUHUMATh TUIILY, OfEeBaThCs, pa3feBaThCs).
3HauUMTEeTbHO BO3POC CJIOBAapHBIN 3amac U TOSBU-
JIMCh TIepBble ¢pasoBble cBsi3ku. OOpatiaeT Ha cebst
BHUMaHWe 3HaUMTeJIbHOE YTy YllleHNe COIMOKOMMY-
HUKATUBHBIX BOBMOXXHOCTel pebeHKa B BU[le B3au-
MOJIEICTBUS C POAHBIMU, OpPATOM, IETEMU HA YIIUIIE.
CTan WHTepecoBaTbCd UrpaMU M UIPYUIKAMU, IMO-
SIBUJICS WHTEpeCc K OCBOEHHWI0 aKaJeMWUeCKUX Ha-
BBIKOB.

Takum 00pa3oM, TpPAHCIJIAHTALUS CTBOJIOBBIX
KJeTOK CTajia MyCKOBbLIM MOMEHTOM [IJisl PA3BUTUSA
HauboJiee CIOXXHBIX HABBIKOB, KaK TICMXOPEUEBbIX,
TaKk U MOTOPHBIX. ClieflyeT 3aMeTUThb, YTO MaJIbUMK
rnocJjie TpaHCIJIAaHTAIIUM CTajl 3HAUUTEIbHO MeHblIe
6o7eTh, 32 CUET Yero CTajio BOBMOXKHBIM yMeHbIIIe-
HUe TIOCTOSIHHOW TOAJEPKKA UMMYHHONU CUCTEMBbI.
Ha MOMEeHT HamuMcaHWsl KJIWHWUUYECKOro Habmoje-
HUS MaJIbUMK TPOXOJUT TIOATOTOBKY K TIOBTOPHOW
TPaHCIJIAHTAIIMMA CTBOJIOBBIX KIIETOK.

OO0cyKaenue

Y obonx O6Cy>K,I[aeMbIX ITalMeHTOB, IIOMKMMO Be-
pH(l)HL[HpOBaHHOFO reHeTnu4eCckoro CMHapoma, OBIIO
06Hapy>1<eHo 3HAUYUTeJIbHOE M3MEHeHWe MMMYHHO-
ro, TOpMOHA/IBHOTO U MUTOXOHOPUAJIBHOI'O CTaTyCa,
pa60Ta C KOTOpPbIM IpUBOAMJIA K 3HAUUTEJIIBHOMY
YIIyUIIeHUI0 TCUXOOMOIMOHAJIbBHOTO W MOTOPHO-
o0 pa3BUTHUMA, OJHAKO TPAaHCIJIAHTALUA CTBOJIOBbIX
KJIETOK IpHUBeJia K Iporpeccy 3a CUeT aKTUuBalluu"
pereHepaTrUBHOTO IMOTEHIIXAaJIa. Cne)lyeT OTMETUTD,
uyTo 00a OMMCAHHBIX pe6eHKa Ha MOMEHT Hayajla
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7edeHus ObIIM B COCTOSIHMU THIEPKATaboInmdecko-
ro-rurnepmMeTabonyeckoro CTaTyca CO 3HAYMUTENb-
HBIM J1e(pULIMTOM Beca W MBIIIEUHO! MacChl 3a CYeT
HapyIIeHUT CUCTEeMHOI'0 BOCIIAIMTEIbHOIO [Ipoliec-
ca.

[Ipy BBegeHUU CTOJIOBBIX KJIETOK [OCTUTAETCH
KOMTIJIEKCHBIN 3P PeKT Ha OpraHu3M, KOTOPbINA pea-
JIN3YeTCs 3a cUueT HeCKOJIbKUX MeXaHU3MOB. B mep-
BYI0 OYepe/ib pereHepaTUBHBIN 3pderT obecredn-
BaeTcd 3a CUeT TapakpUHHOIO OeMCTBUA CTBOJIOBbIX
KJIETOK M UX BO3[eMCTBUA Ha HeMpOoCTepouIoreHes
[5, 14]. BnusHnue Ha MeTaboJM3M CTEPOMHBIX TOp-
MOHOB MPUBOAUT K HEMPOTIPOTEKTUBHOMY 3P HEKTY,
4TO, B CBOIO OUepelb, IpUuBefeT K CTUMYIA WY afall-
TallMy, pereHepaluu U pelapanuy HeMpOHAJILHONU
TKaHu [15]. Bo BTOpy10 ouepe/b Mocjie TpaHCIaaHTa-
IIUM CTBOJIOBBIX KJIETOK IIPOUCXOOUT CTUMYIIALUA
DHIOreHHBIX CTBOJIOBBIX U IIPOreHUTOPHBIX KJIETOK
TeX TKaHel, Ha KOTOpble BO3EUCTBYIOT BBeIeHHbIe
IOHOPCKHE KJIeTKU. Y IMallMeHTOB C IICUXOHEeBPOJIO-
FUYeCKOY IaTOJIor el 3a CUeT BBeJeHU CTBOJIOBbIX
KJIETOK I[IPOUCXOOUT BO3[OeMCTBHe Ha DHIOIeHHbIe
TKaHecrneMGUUHbIe HeWpOHAJIbHbIE CTBOJIOBBIE
KJIeTKU CyOBEHTPUKYISTPHON 30HBI OOKOBBIX KeJTy-
JIOYKOB T'OJIOBHOTO MO3Tra, TUIIOKamIa, 3y6uaron
M3BUJIMHBI U 071bHAKTOPHOM 001aCTH.

PerenepaTuBHbIl dddexT obecreunBaeTcsi 0JHO-
BPEMEHHO 3a CYeT CTUMYJISIIIUU COOCTBEHHBIX Kile-
TOK, & Tak’ke 3a CUeT IIPSIMOI0 BO3OEUCTBUSA HA I10-
BpeXX[IeHHbIe U TOBpeXXJaeMble (B HallleM ciydae
B pe3yJIbTaTe XPOHUUYECKOr0 BOCHAJIUTENILHOTO IPO-
1ecca) nJeMeHThl TKaHel C yrHeTeHWeM arorTo3a
HenpoLUTOB.

CucteMHbIit 3QPeKT OT BBeJEeHUS CTBOJOBBIX
KJIeTOK obecreymBaeT CTAaOWIM3AIUI0 CYyMMallu-
OHHOI'0O KOMIIEHCATOPHOTO IOTeHIIMajia IMaljueHTa,
a cJleloBaTebHO, TPOPUIIAKTUKY JaTbHENHIINX BOC-
[TaJIATEJIBHBIX IIPOLIeCCOB.

Bce onucbiBaeMble MeXaHU3MBI TepalleBTUUeCKO-
0 BO3[EeMUCTBUA CTBOJIOBBIX KJIETOK XapaKTepHDI
IIJI BCeX TUIIOB CTBOJIOBBIX KJIETOK, OJHAKO HawU-
Gosbiasi 6€30MacHOCTb ¥ 3GHEKTUBHOCTH TTPUBesIa
K MICIIOJIb30BaHMIO UMEHHO CTBOJIOBBEIX KJIETOK IIYIIO-
BUHHOI KPOBHU [16].

Kax ©bI710 0OTMeUeHO B MMepBOM YaCTH Halllel CTa-
ThM, TIOCJeJHUWEe [BaJlaTh JieT MPOXOAWUIO MHO-
JKeCTBO HAy4YHBIX pabOT M KIMHUYECKUX HCCIIe-
IOBaHWI TpaHCHJAHTAllUM CTBOJIOBBIX KJIETOK
MpU PasnndHbIX 3aboeBanudax. Cpeau 3TuX paboT
OblTM Oy OJIMKOBAaHBI Te, KOTOPbIe TI0Ka3bIBaIv 3Ha-
YMTesIbHbIe MOJ0KUTeNTbHbIe 3Q(EKTHI TPOBOAUMONA
KJeTo4YHoM Tepanwuu [17], oqHaKko 0030p KIWHUYe-
CKMX UCCIe[JOBAHUI 00HApPY XKUBaeT U HabIogeHus
C MIPOTUBOPEUYMBBIMU pe3yAbTaTaMU U C OTCYTCTBU-
eM JokaszaHHoW 3dpdexkTuBHOCTH [18]. [lo Hamemy
MHEHWIO, HEOJHO3HAUHOCTh pe3yJbTaTOB MHOIUX
HayUYHBIX WCCIeoBaHUN 35PPEeKTUBHOCTU CTBO-
JIOBBIX KJIETOK TIPpU TeHeTWdeckKux 3abojieBaHUSAX
Y TICUXOHEBPOJIOTUYECKO MaTOIOrun 00bICHSIETCS
BO MHOI'OM OTCYTCTBUEM HOJI)KHOW MOATOTOBKM Ta-
LIMEHTA K PereHepaTHBHOMY 3Tally JIeUeHUsd, a Tak-
JKe TIOCTTPaHCIJIAaHTALMOHHOTO BeJleHUs MallueHTa.
B Hamen KIMHWYECKON MTpakTUke 0COOEHHOe MeCTo
3aHMMaeT TOYHOCTh JUATHOCTUKHU C BeprupuKal e
IUCOYHKIMUN KITIOUEBBIX PeryIsITOPHBIX MeXaHW3-
MOB OpraHu3Ma yesioBeKa (MMMYHHOUM, TOPMOHaJIb-
HOW W MUTOXOH[pUanbHONW (yHKUMUHK). CTBOJIOBBIE
KJIETKA BO MHOIOM peajiu3ylT CBOU 3PPeKTs
3a CYeT MapakpUHHBIX U CUCTEMHBIX 3PPEKTOB, KO-
TOpbIe MOTYT OBIThH MTPOSIBIIEHBI TOJBKO Y MO/ITOTOB-
JIEHHOTO TallMeHTa C KOPPeKTHO (QYyHKIMOHUPYIO-
AMU PeryasgspHbIMU MeXaHU3MaMHU.

CTporas 3TalmHOCTh TepaleBTUUYeCKOW CTpaTeruu
M03BOJISEeT IJIAHOBO MOJATOTOBUTH OPraHM3M TMaliv-
eHTa K TPaHCIJIaHTalluM CTBOJIOBBIX KJIETOK U [0-
CTUUYb MaKCHMaJIbHOTO TeparneBTHUUecKoro spdexTa,
KaK B OTTMCAaHHBIX B CTAThe KJIMHUYECKUX CIydasX.
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