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TPAHCIUVTAHTAIIII IYIIOBUMHHOI
KPOBI IVTUHI 13 3ATPMKOIO
PO3BUTKY TA XPOMOCOMHOIO

AHOMAJIIEIO
| PEGONE

6e3neky npoueaypu TpaHcnaHTawii.

-

3HayHa YacTMHa XBOPMX i3 3aTPMMKOIO MCUXIYHOr0 PO3BUTKY a60 PO3YyMOBOO BiCTANICTIO MAOTb XPOMOCOMHI aHoManii. KomnnekcHa pea6ini- w
Tauig gonomarae nokpawyuT KNiHiYHWIA CTaH Takux NauieHTiB, ane BapiaHT eqDeKTUBHOMO NiKyBaHHA AAHOT NATONOTIT BIACYTHI. Ha CbOTOLHILLHIN
[eHb TpaHCNNaHTaLis NyNnoBUHHOT KPOBI NPOAEMOHCTPYBANA CBOK 6e3MeYHICTb Ta ePEKTUBHICTb B YUCEHHUX AOCTIHKEHHAX HA TBAPMHAX Ta B
KiNbKOX KNiHi4HNUX BUNPO6YBaHHAX. EpUTPONOETUH MOXKe BYTY LOAATKOBMM KOMMOHEHTOM MpK KOMOIHOBAHIN KNITUHHIN Tepanii. MpeactaBneHo
pesynbTatit NiKyBaHHA AUTUHN i3 3aTPUMKOK PO3BUTKY Ta KOMMNEKCHOK XPOMOCOMHOK abepallieto, AKii BUKOHAHA anoreHHa TpaHcniaHTaLis
KOpAO0BOi KPOBi 3 0AHOYACHUM BBELEHHAM epuUTPONOeTUHY. [pOAEMOHCTPOBAHO NOKPALLEHHA KNiHIYHOI KAPTUHN Y NaLieHTa Ta nigTeepaKeHo

KJTHO40BI CNIOBA: 3aTpMKa po3BMTKY, KOMMIEKCHA XPOMOCOMHA abepallisi, anoreHHa nynoBUHHA KPOB, EPUTPONOETHH.

J

[mo6anbHa 3aTpuMKa PO3BUTKY BKIIOYAE rPpyny BiAXWUNeHb Y yOBOX
Ta 6inblue cchepax po3BUTKY AUTUHI: rpy6a abo TOHKA MOTOPUKA, MOBa
Ta MOBJIEHHS, KOTHITUBHI (DYHKLIi, coLianbHa Ta nepcoHanbHa agantalis,
AKTUBHICTb B NOBCAKAEHHOMY XUTTi [1]. V 6113bko 10% AiTen 3aTpumka
NCUXiYHOr0 PO3BUTKY 260 PO3yMOBA BIfACTANNICTb 0OYMOBMEHI LNTOreHe-
TUYHUMI aHOManismu [2].

HesBaXxkato4n Ha pi3HOMAHITHICTb BapiaHTiB JliKyBaHH$, L0 nepeaoba-
yae criBnpauto Nikaps, NcMxonora, foroneaa i couianbHOro npauiBHuKa
[3], 3a3Buyaii, He BAAETLCA 3MIHUTI NPUPOAHMIA Nepedir 3aXBOPIOBaHHS
3 NOCTYNOBUM MOTiPLIEHHAM CTaHy naujieHTa.

TpaHcnnaHTauia nynosuHHoi kposi (TMK) 6yna BunpobysaHa
B KifIbKOX AOCMI[IKEHHAX HA MULLAX NS NiKyBaHHSA PiSHUX HEBPONO-
FiYHMX 3aXBOPIOBAHb, TAKWX K iLLEMIYHWA Ta reMOpariYHui iHCYNbTH
[4, 5], TpaBMaTNyHe MOLIKOAKEHHS rOIOBHOrO MO3KYy [6], xBOpo6a
Anbureiimepa [7]. Kpim Toro, TIMK 3ano6irana noripLieHH0 HeBposio-
riYHOro CTaTycy Ta HaBiTb MOKpallyBana KOMHITUBHI QOyHKUiT y AiTen
i3 cnagkosumu MeTaboniqHUMK po3nagamu, 30Kpema cuHgpomom yp-
nepa i xsopo6oto Kpaboe [8, 9].

EpuTponoeTuH € rnikonpoTeiHOBUM TFOPMOHOM, SIKWIA KOHTPOSHOE
epUTPONOes, a TakKoX Mae HeliponpoTeKTOPHI BNACTMBOCTI, MPO LU0 NO-
BIIOMNIAETLCA Y PALI AOCNILKEHb HA TBAPUHHUX MOLENAX IHCYNbTY i ve-
penHo-mo3koBoi Tpasmu [10, 11]. Bigomo npo HeipopereHepaTopHuit
i @HTiOreHHUIA ePeKT epUTPONOETUHY B MOLUKOKEHUX TKAHUHAX MO3KY
[12]. Ak HeApOTPOMIYHMIA (PaKTOP epUTPONOETUH MOXE BUCTYNaTH A0-
[ATKOBMM KOMMOHEHTOM N1 MOCWUNIEHHA e(DEKTUBHOCTI KMITUHHOI Te-
panii B KOM6IHOBaHOMY NiKYBaHHi Takux ywkomkeHb [13]. HelloAasHo
Hawa JOCNiAHWLbKA rpyna 3a pesysbratamn paHaoMi3oBaHoro nnae6o-

14 KnitHHa Ta oprasHa TpaHcnnatonoria | nucronap 2013

KOHTPO/bOBAHOr0 LOCHIMKEHHS NOBifoMMNA Npo 6e3rneky Ta eeKTus-
HicTb anoreHHoi TIK 3 0AHOYACHUM BBELEHHAM epUTPONOETUHY Y AiTen
3 uepe6panbHum napanivem [14].

Mwu Takox cnpo6yBanu 3acTocyBaTi [aHy TepaneBTUYHY CTpaTerito
y AiTeil i3 3aTPUMKOI PO3BUTKY, CMOAIBAKYNCH HA CNIPUATIVBNIA HEipo-
TPOGHiYHMI eeKT LLOAO BiAHOBAEHHS (PYHKLIA MO3KY. OCKinbKI pesysnb-
TaTn [OCNIMKEHHS NPOLEMOHCTPYBani NMOMITHY e(EKTUBHICTb TaKoro
NiKyBaHHs, MU NOBIZOMNIAEMO NPo KoM6iHOBaHy Tepanito TMK 3 ogHo-
YaCHUM BBE[EHHSM epUTPOMOETUHY Y AMTUHM i3 3aTPUMKOK PO3BUTKY
Ta XPOMOCOMHOI0 aHOMATTI€t0.

MALIEHT TA METOAN

MALIEHT

Xnon4uk BikoM 4 pokn Ta 8 MicALB HApOANBCSA B CTPOK Bif 340pO-
BNX He MOB’A3aHNX POAUHHUMU 3B’A3KaMK 6aTbKiB. B nepuHatanbHoMy
nepiofi He 6yN0 3HAYMMUX KNiHIYHUX CUTYaUilA, 33 BUKNIOYEHHAM OKCU-
reHoTepanii NPOTArOM [BOX [HIB Y 3B’A3KY i3 3aTPUMKOK KPUKY Npw
HapomKeHHi. MMpn HapokeHHi Bara cknagana 2600 r (3-i LeHTUNb),
3picT — 47 cM (5-7 LeHTUMb), OKPYXHicTb ronosu — 32,1 cm (5-1 ueH-
TUNb). CKPUHIHT Ha CNAaaKOBi MeTab0sli4Hi 3aXBOPIOBAHHSA 32 JONOMOI0t0
TaHAEMHOI Mac-CnekTPOMETPIi He BUABMB BifoMi aHomarnii. Y 3B’A3Ky 3
TUM, WO AMTWHA HE MOrna camocTiiHo cuaiti y Biui 10 micauis, noya-
NI NPOBOANTI KOMMJIEKCHY peabinitallito, BKNOYa4mM NikyBanbHy ¢is-
KYNbTYpy Ta afjantauiiiHy Tepanito, a TakoX KOPeKLilo AeeKTiB MOBU.
[MpoTe, KONW nauieHT BrepLLe NOTpanue 40 HALWWOI KNiHIKK Y Bili 4 poKiB




Ta 4 micquis, 6yna AiarHoCToBaHa BUPaXKeHa 3aTpUMKa YCiX CKNajoBux
NMCMXOMOTOPHOTO PO3BUTKY, BKIOYAlO4M BENNMKY Ta ApibHY MoTOpu-
Ky, KOTHITMBHI (DYHKL|i, MOBY i coLlianbHy nosefiHky (Tabn. 1). [lo Bisuty
B Hall iHCTUTYT OUTUHI He NPUNUHANK peabiniTauiiiHy Tepanito ans pos-
BUTKY KOTHITUBHUX i MOTOPHUX (PYHKLiA. py NOCTYnneHHi Noro goisnyHi
napameTpu 6ynu BuLLE cepeHbOro: 3picT — 108 cM (75-1i LeHTUNb), Bara —
18 kr (75-i LeHTUNb), OKpYXHicTb ronosu — 51 cm (50-7 ueHTUMD).
He 6yno 04eBWAHOIrO AMCMOPGIi3My 0651M44s ab0 CKENEeTHUX aHOManii.
MeaunyHnid ornsg He BUSBMB TakuX HEBPOMOriYHUX CUMMTOMIB, SIK naTo-
NOTiYHI pedpriekcy, cnabkicTb, rinep- abo rinoToHia. B aHamHesi He 6yno
iHLUMX Npo6Jiem i3 340POB’AM, B TOMY YWCAI CY0M Ta Baf Cepus.

AynionoriyHe Ta 0(pTanbMONOrivyHe JOCNIIKEHHSA BUABUAN HOPMaTlb-
Hy OYHKLit0 cnyxy Ta 30opy. OfHakK, y 3B’A3KY 3 paHille LiarHOCTOBaHO
PO3YMOBOIO BifICTaNICTO Bif NErkoro [0 MOMIPHOro CTYMeHs, y AUTUHU
Oynu TPYLHOLLi Y CNINKYBaHHI 3 iHWUMUN Nt0AbMU. XNOM4YUK PO3YMIB nLLIE
NPOCTi KOMaHAW Ta MaB 06MEXXeHWiA CIIOBHUKOBMIA 3anac, KOPUCTYKHIUCh
5 cnoBamu, TaKUMK IK «MaMa», «TaT0», «TaK», «Le», «L0», i He BUKO-
puUCTOBYBAB KOMOBiHALLT ABOX CNiB. Y nauieHTa 6ynu HEBENNKi NOPYLLIEHHA
MOTOPMKK, 0COBSIMBO B MiATPUMAHHI PiBHOBArK NpK CamoCTiliHil X0Lb0i,
i BiH neABe NigHIMaBCA Bropy no cxo4ax, TpMMarouuch 3a nepuna. Ctodtu
Ha OfHii HO3i, cTpubaTK Ta Giratn AMTUHA He mMorna. Pyxu 3anuwannce
HearpabHumu, 6ynu TPYAHOLLI B 3aCTi6aHHi I'ya3uKiB.

MarHitHo-pe3oHaHcHa Tomorpaddisa (MPT) He BusBuna hokanb-
HUX 260 BENWKMX aHOManiit ronoBHOrO Mo3ky (puec. 1A). Mo3nUTPOHHO-
emiciiHa Tomorpadis 3 "®F-chTopaesokcurniokosoto ("F-FDG-PET/CT)
BKa3yBana Ha BiJHOCHE 3HWDKEHHS MeTaboni3my FMKo3K B Tanamyci,
6a3anbHuX raHrisax i Mo304Ky (puc. 2A). XpOMOCOMHMIA aHania BU-
SIBIB KOMI/IEKCHY nepe6ynoBy XpOMOCOM 3 reHoTunom 46, XY, 1(2;14,3)
(g21.3:q11.2,q25.1).

TPAHCMJIAHTALISI NYNOBUHHOI KPOBI

HepoanHHa anoreHHa KOpaoBa KpoB Gyna oTpumaHa 3 kpiobaHky Me-
AVYHOTO LEHTPY CHA 3a iH(hOpMOBaHO 3rofoK AOHOPA. KniTuHN KOpAOBOi
KpoBi npu HLA-TunyBaHHi 6ynn cymicHi 3a 4otupma 3 wectu A, B 1a DRB1
AHTUreHiB nauieHTa. KinbKicTb SAPOBMICHUX KNITUH ANS TpaHcnnaHTawii
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ctaHosuna 4,93«107/kr. Micns po3MOpOXXyBaHHS Ta BiAMMBKM Bif AuMe-
Tncynbgokeuay [15] KNiTMHW BBOAUIM BHYTPILLIHBOBEHHO MOBINBHO Ye-
pe3 nepudepiHnin gocTyn. MpoTArom 4 TUXHIB, NOYMHAI0YM 3a 24 FOANHM
nepej TpaHCNNaHTawieto, B AKOCTi iMyHOAenpecaHTa nauieHT 0TpuMyBaB
umknocnopuH. [osa iMmyHoAenpecanTis 6yna ckopurosaHa Ans nigTpum-
KN LiNb0OBOI KOHLIEHTpALLT LyknocnopuHy B Kposi 100-200 Hr/mn. Pekom-
OiHAHTHWUIA NIOACBLKNA epuTPONoeTUH (Espogen® LG life sciences, Cey,
Pecny6nika Kopes) BBognnu agiyi no 500 MO/Kr: BHYTPiLLHbOBEHHO 32 12
rOAVH A0 Ta NiALLKIPHO Yepes3 24 roAnHW Nicns TpaHcnnaHTawjii KniTuH. Ha-
CTYNHi iH’eKwji epuTponoeTHy no 250 MO/Kr BUKOHYBanu NiALIKIPHO ABidi
Ha TWX[EHb NPOTArOM 4 TxHiB. CTauioHapHe peabinitauiitHe NikyBaHHS
NPOBOAMIIOCS TUMM X NiKAPAMK Ta 32 TiEK CaMOK0 CTpaTerieto, fK i paHiLLe.

METOAW OLIIHKW KNIHIYHOI0 CTAHY

[N MOHITOPMHIY MOXMBUX YCKNaAHeHb OyNn NepeBipeHi XUTTe-
BO-BAXIMBI (DYHKLT MavieHTa NpoTarom micaus rocnitanisawii a nig vac
nodanbLumx Bi3uTie [0 6 micauis nicna TIK. Takox npoBefeHO ONuTyBaH-
HA 6aTbKIiB LLOAO MEAUYHMX NMPOONEM Y AMTUHA NPOTArOM OJHOrO POKY
nicns sunnuckn. [ns ouiHkK e(DEKTUBHOCTI NiKyBaHHS [0 1A0ro novatky,
aTakoX Yepe3 1 TUXAEHb, 1 MicALb, 3 MicaLi i 6 MiCALIB Nicns TpaHCMNaH-
Tauii KiTUH 6yN1 BUOPAHi HACTYMHI 4iarHOCTUYHI TECTN: LLKana BENUKNX
MOTOPHUX GOYHKUIA Gross Motor Function Measure (GMFM), wkana pos-
BUTKY HemoBnaT beini, (2-a pepakuis, BSID-Il), wkana yHKLiOHANbHOI
He3anexHocTi ans pitei Functional Independence Measure for Children
(WeeFIM), wkana peLenTUBHOI T2 EKCPECUBHOI MOBU ANst AiTei JOLUKIMb-
Horo BiKY (Preschool Receptive-Expressive Language Scale) Ta HeMOBNAT
(Sequenced Language Scale for Infants). TakoX AN BUABNEHHS 3MiH
B FONOBHOMY MO3KYy 6ynu npoBefeHi Audy3Ha TeH30pHa Bidyanisadis
(DTI) Ta N03NTPOHHO-eMiciiiHa Tomorpadis 3 8F-hTopae30KCUIIOKO30H0
("F-FDG-PET/CT). Lani DT/ 6ynu 06po6ieHi 3a 4ONOMOr0t NporpamHoro
3a6eaneyenns DT studio (Johns Hopkins University and Kennedy Krieger
Institute, bantumop, CLUA). ®pakLiliHy aHi30TpONito BUMipIOBau B LLECTU
PI3HMX BiNAHKAX: ANA KOPTIKOCMiIHANBHOIO TPaKTy — [Ba JIOKYCH B KOX-
Hil 3aHIA HXXLi BHYTPILWHbOI Kancynu; ans cniHoTanamiyHoro TpakTy —
3a[IHi HYWXHI 1IOKYCY B MOCTI 3 060X CTOPiH [16].

NOKASHUK 1 T;';K#]EK""
Bik 4 p. 8 mic.
GMFM A, % (nexaHHs Ta nepeBepTaHHs) 100
GMFM B, % (cuaiHHs) 98
GMFM C, % (noB3aHHs Ta CTOSHHSA Ha KOJTiHaXx) 90
GMFM D, % (cTosiHHS) 74
GMFM E, % (xomb6a, 6ir, cTpu6aHHs) 65
GMFM 3aranom, % 85
BSID-II; Bik po3ymoBOro po3suTKy (BUXifjHa OLiHKa) 22 mic. (128)
BSID-Il; Bik p03BMTKY MOTOPUKM (BUXiAHA OLIHKA) 27 mic. (91)
WeeFIM; 3aranbHuii piBeHb 82/126
Bik po3BUTKY peLenTuBHOI MOBU 23 mic.**
Bik po3BUTKY eKCnpecuBHOi MOBY 14 wmic.

1 THXAEHD 3 MIC. 6 MIC.
nicnga Tnk ncna TnK ncna TnK
4 p. 9 mic. 4 p. 11 mic. 5 p. 2 mic. Tabnuusa 1.
100 100 100 Peaynerar
KIIHIYHOI0
98 100 100 0GCTEXKEHHS!
95 95 98 nauiema.
85 87 90
67 72 76
89 91 93
25 mic. (136) 26 mic. (140) 27 mic. (142)
27 wic. (91) 27 wic. (91) 30 mic. (94)
83*/126 86/126 86/126
25 mic.* ™ 27 wmic.
15 mic. 16 mic.

BSID-II - the Bayley Scales of Infant Development, wwkana po3sutky HeMoBAAT beini, 2-a pegakyis, GMFCS — Gross Motor Function
Classification System, cuctema knacugbikayii pyHkuivi Bemkoi motopukn, GMFM — Gross Motor Function Measure, wwkana gyHKUii BeNKOI
motopukn, WeeFIM — Functional Independence Measure for Children, wwkana ghyHKUIOHAIbHOI He3anexHocTi 4N AiTel;

TTIK — TpaHcnnaHTayis nynoBUHHOI KPOBI.
* — [pupict B 04nH 6asn y BUPa3HOCTI KOMYHIKaLii.

** — lWKasa peyenTuBHOI Ta eKCripecuBHoI MOBY AiTel AoLKinbHOro Biky Preschool Receptive-Expressive Language Scale (PRES) 6yna
BUKOPUCTAHA /INLLIE 7151 NEPLLNX BOX OLIHOK BIKY PO3BUTKY PELENTUBHOI MOBN. Y 3B'A3KY 3 HEAOCTATHIM KOHTAKTOM nalieHTa Hagasni
BUKOPUCTOBYBANIACh LUKAIIA BIOPSAKOBAHOI MOBY A7 HEMOBAAT Sequenced Language Scale for Infants (SELSI).
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PE3YNbTATY TA IX 06FOBOPEHHS

QINSAHKA 1?&%&"" ﬁl'\c"j!&":“ﬁ . ijOTﬂrOM GinbLL HXX POKY nipnﬁ npoBeAeHoro NiKyBaHHS He 6yno

BiIMI4€HO XOJHUX CEeprO3HIUX NO6iYHUX edpeKTiB. Jlnwe oauH pas vyepes

3apHs HixXKa BHYTPIiLIHbOT 20 anis nicns TIMK 6yno giarHOCTOBAHO rOCTPWIA (DAPUHTIT, IKWIA TPUBaB
Kancynu 10 fHiB Ta 6YB MOBHICTO BUMIKYBaHA.

Mpasa nepeaxs YacTuHa 0,69 0,70 @i3nyHi, aganTaliiiHi Ta KOMYHIKaTUBHI MOX/MBOCTI NaLieHTa 6ynu

nokpatleHi nicng TMNK (taén. 1). Mig 4ac gocnimkeHHs Haii6inbLIe nokpa-

MpaBa 3a7iHA 4acTuHa 0,68 0,71 LLieHHS BiAMIYEHO LLIO0 eKCPECUBHIUX MOBHUX HABUYOK. BXe HacTymHo-

NiBa NepeaHs YacTuHa 0,69 0,72 ro AHA micna TpaHcniaHTawii MaTi NoBiJoOMUIA NPO 3MiHU B MOBIIEHHI.

) MpoTarom [eKinbkox AHIB AWUTWHA no4ana po3yMiTi 3MICT JBOX HOBWX

JliBa 3a7Hs YacTuHa 0,65 0,69

NPUIAMEHHWKIB «BCEPeAMHI» i «3BepXy». CNIOBHUKOBMIA 3anac NpoTarom
BUCXiHMIi CEHCOPHMII TPAKT micaus nicna TpaHcnnaxTauii 36inbwmneca fo 10 cnis, Takux gk «6par»,

«CecTpa», «aBTOMOGINb>», «MOMOKO>» TOLLO. TaKOX iHOi BUKOPUCTOBYBA-
Cnpasa 0,68 0,69 INCb MPOCTI COBOCMOMNYYEHHS «BIAKPUIATE Le», «HaiiTe MeHi». IMiTavjs
3nisa 0,66 0,67 Bep6anbHOI eKCNpecii NpoABNANach He SNLLE B CIOBAX, e i B iHTOHALI,
3 BMKOPUCTAHHAM 3BYKOHACMifyBaHHA Habarato 4acTille, HiX paHille.
Lli nokpalleHHs, ouiHeHi yepe3 1 micaup nicnsa TK, BkadyBann Ha 36iib-
LEHHA «BiKY €KCMPecuBHOi MOBW» Ha 2 Micaui. binbwe Toro, 4epes
2 Micaui nicna TpaHcnnadTauii 6aTbKW NOBIZOMMWAN MPO MOKpPALLEHHS
3[aTHOCTI AUTWUHU 1O KOMYHIKaLii 3 iHLIMMN NOAbMM | TENep BOHA peary-
Banay 100% Bunagakis, 40ro He CNOCTEPiranocs paxitle.

LLlof0 KOTHITUBHMX (OYHKLA BigMi4anoch nokpatleHHs 30p0Bo-npo-
CTOPOBOr0 Bri3HABaHHA i3 36iNbLUEHHAM BIKOBOTO E€KBIiBaNEHTY LUK
neuxiqHoro po3sutky BSID-II Big 22 po 25 micauis npotarom 30 AHiB.
3rigHo 3 wkanoto GMFM, nicns anoreHHoi TIK nauieHT BXe Mir cToaTu
Ha OfHii HO3i NPOTATOM [eKiNbKOX CEKYHA, a MOXUBICTb CUAITK CTana
TPMBANILLO Ta CTA6INbHILLIOK, HXX paHille.

MopanbLui AOCNIAKEHHS TONOBHOrO MO3KY 3a Aonomorot PET no-
Kasanu nigsuiLeHnin vyepes 2 TuxHi nicna TIK, nopiBHAHO 3 nonepea-
HiM piBHeM, meTaboniam y Tanamyci i mo3o4ky (puec. 3). Ha nopansb-
LINX MArHiTHO-PEe30HAHCHNUX TOMOrpamax He BUSIBIIEHO XXO/HOI Pi3HMLL
B MOPIBHSAHHI 3 nonepeaHiMn 3Himkamu (puc. 1B). Mpu ubomy npu DT/
[OCHiKeHHI NPOAEMOHCTPOBAHO JesKe 36iNbLUeHHS KiNbKOCTi BOJO-
KOH Y BCbOMY MO3Ky 4epe3 6 micaui nicna TMK (puc. 2). 3Ha4eHHs
(hpakuiitHOi aHi30TpOoNii TakoX 6ynu 36iNbLUEHI Y BCIX AOCHIMKYBAHNX
nokycax (taén. 2).

Mg KOMNIEKCHUMWU XPOMOCOMHMMU abepaLisMii po3yMmitoTb nepe-
Oy[0BM i3 3any4eHHAM LLOHAMEHLLE TPbOX XPOMOCOM Ta TPbOX a60
6inbLie To40K po3pusy [17]. MauieHTn 3 TaKNMK 3MiHAMU BEMOHCTPYHOTH
LUNPOKUIA cnekTp doeHOTMNIB, BIANOBIAHO A0 iX eTUOMOrii: CNAAKOBOro Xa-
pakTepy abo BUHWUKHEHHS de novo, 36anaHcoBaHOCTi ab0 He36anaHCcoBa-
HocTi [18]. Kpim TOro, micLe Ta KifbKiCTb TOYOK PO3pKBY Ha XpOMOCOMaX
MOXYTb MaTy PiSHOMAHITHI BMNAWBK HAa (PYHKLIOHYBAHHSA CYCiAHIX reHiB.
XpoMoCOMHi abepallii y Takux nauieHTiB 6ynn onucaHi B nonepegHix no-
BILLOM/IEHHAX, A€ KMiHI4HA KapTWHAa CYnpOBOKYBanach BifXWUNEHHAMM
y po3sutky [19-21]. Y manomy Bunagky y AuTuHM Gyna 3atpumka pos-
BWTKY, ane po3yMOBa BifCTaNiCTb Ta NOPYLIEHHS rpy6oi MOTOPUKK BU-
SBUNNCb BIfIHOCHO NErki Npu 04eBWMAHO HOpManbHOMY heHoTuni. Tak
K 6aTbKW BiAMOBUANUCA NPOBOAMTU AOCAIIKEHHS BNACHUX XPOMOCOM,
MW NPUNYCTUNIN HAABHICTb Y AAHOr0 nauieHTa, MOBIpHO, 36anaHcoBa-
HOT KOMMIEKCHOI XPOMOCOMHOI nepebynoBu de novo, sika Mae BifHOCHO
HWU3bKY 4aCcTOTY NPOABY PEHOTUNIYHNX aHOManii [22].

[TynoBuHHa KpOB Mae AeKinbKa nepesar, NopiBHAHO 3 CTOBOYPOBUMM
KNITUHAMK 3 iHWKX [Kepen, Hanpuknag, KicTKoBoro mo3ky abo nepu-
thepuyHoi kposi. Hacamnepen, TMNK moxe 6yt 6e3ne4HO BUKOHAHA Bif
HeCrnopigHeHnX JOHOPIB 3 OfHiEt0 a60 ABOMA HeBigNoBigHOCTAMM 32 HLA
[13]. | nynoBMHHA KPOB, i EPUTPONOETUH, SK BiOMO, NPOSABATH HEpo-
TpochiyHi ePekT Ta BOMOAIOTb HEMPONPOTEKTOPHUMM, HENPOreHHUMN
i BackynoreHHumu Brnactusoctamu [13, 23, 24]. Wopo cnocoby po-
CTaBKM CTOBOYPOBWX KNITUH BBAXKAKOTb, LU0 BHYTPILUHbOBEHHE BBEEHHS
€ 6inbll 6e3rneyHnM, 3anuLLIa4UCh OJHAKOBO eqeKTUBHUM, B MOPIB-
HAAHHI 3 IHLWMMW XipypPriYHAMK iHBA3UBHUMM MeToAamu [25, 26]. Mo cyTi,
nicng anoreHHoi TINK'y gUTMHK BifOYNOCh 3Ha4HE KIiHiYHE NOKPALLEHHSA,

TTK — TpaHcnnanTayis nynosuHHOI KPOBI.
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L0 Hacamnepes CTOCYBaNOCh €KCMPECHUBHOI MOBU, a TaKOX 3a LOCUTb
KOPOTKUIA nepiof 3'ABMANCH J0JATKOBI MO3WUTUBHI 3pYLUEHHS B rpy6ii
MOTOPMUI Ta KOTHITUBHUX DYHKLIiSIX.

[TOSCHUTM MOX/IBI MeXaHi3Mi MOKPALLEHH HEBPOJSIOri4HOr0 po3-
BUTKY, siKe 6yn0 NPOoLeMOHCTPOBAHO Y AHOr0 NaLieHTa, JOCUTb BAXKO.
MpoTe edheKTUBHICTL Tepanii B paHHi CTPOKW HABOAMTb HA AYMKY Mpo
HenpoTpodivHi edpekTn TIIK, x04a Ui NOKPALLEHHA He 36epirann CBOro
Temny Hagani. Mg 4ac has3u akTuBisauii PYHKUiI MO3KY pesynbrati
8F-FDG-PET/CT peMOHCTPYKOTb NifBULLEHHS MeTaboniamy B Tanamyci
Ta M0O304KY. [lonepenHi LOCNIIKEHHS N0Kani3oBaHUX 3MiH MeTabonis-
My Npu po3nafax ayTUCTUYHOrO CMEeKTpy, B TOMY YMCAi Mpy 3aTpuML
PO3BUTKY, HE BWSIBINA BOTHUMLLEBNX aHOMaii MO3KOBOrO KPOBOTOKY
Ta LepebpanbHOro MeTaboniamy rnokosn [27]. OgHak 0AHOCTalHI Npu-
NyLLeHHs LOCNIAHNKIB BKA3YOTb Ha hOKaNbHY rinonepdysito i rinome-
TaboNiYHi QiNgHKKU B Tanamyci, 6a3anbHuX raHrniax, TiM'sHiil, CKpOHeBIN
[0NsX, MO304KY, | 6arato 3 Uux 061acTeli 3a3Ha4eHi B HaLLOMy BUNALKY
[28, 29]. 3a pe3ynbTaTamu HeLLOAABHO NPOBEAEHOr0 AOCAIMKEHHS, Nicns
TpaHcnnaHTauii cToB6YpOBUX KNITUH KiCTKOBOTO MO3KY Y XBOPWUX Ha
ayTW3M TaKOX NMOKa3aHO NOAIGHI 3MiHM Ta aKTUBALit0 METabomMi3My rTHOKO-
31 B M0304Ky [30]. My MOXXeMO npunycTUTy, L0 AaHWUA (PaKT BKasye Ha
CNPUATINBI 3MiHK B MePeXi HEMPOHIB MO3KY, L0 B CBOK 4epry 06ymoB-
TOE KNiHiYHe MOKPALLEHHs B €KCMPECUBHIA MOBI, 30p0OBOMY CMPUAHSATTI
Ta NigTpUMaHHi pisHosarn. OgHaK Take NOSICHEHHS MAE CBOi 0OMEXEHHS.
3a iHLIOK TOYKOK 30pY, AaHWUI MexaHi3M MOXXe 3anexxati Bif po3nafis
(PyHKUiA MO3KY, CNPUHNHEHNX TEHETUYHUMI AHOMANISAMU, X042 NaToreHes3
PO3BUTKY TaKIX MOPYLIEHb HA CbOrOAHI TOYHO He BifOMMWIA. Y Halworo na-
LieHTa 6ynK cknagHi nepe6yaoBu XpoOMOCOM, i Bapiauji 4ucna konii came
B JAHOMY BUMALKY YiTKO He BU3HA4eHi. Kpim TOro, He 6yyin NOBHICTHO BCTa-
HOBJIEHI €(DEKTN TPAHCMOKALLIN | 3HAYUMICTb TOHOK PO3pUBY [22].

3anuiaymncb A0BrOCTPOKOBUM, KNiHIYHE MOKPALLEHHS Y AUTUHM
CMOBIALHUAOCHL Micns nepioro Micsus. VIMoBipHO, 3MeHLeHHs edhek-
TUBHOCTI JliKyBaHHSA MOSICHIOETLCA 3arGeniio TPaHCMIaHTOBAHUX KIli-
TWH NYNOBUHHOT KPOBI. TUM He MeHLUE, Lie 03Ha4aE, L0 HabyTi HABUYKN
3HMKaOTL (Tabn. 1). 3a pesynstatamu DT/ aHaniay, KifbKiCTb HEPBOBMX
BOJIOKOH | 3Ha4eHHd (DpaKLUiAHOT aHi3oTponii 36iNbLUNINCA NPOTATOM
6 micsuiB, WO MOXe BKa3yBaTh Ha 36inbLUEHHS LWiNbHOCTI aKCOHIB a6o
06’emy MieniHy [31]. Taknii pesynbTat M NOSACHIOEMO e(HEeKTOM aKTiBa-
Ui eHAOreHHNX HelpanbHUX CTOBOYPOBUX KNITUH [32].

BUCHOBKU

HE3BAXKAKYI HA MOXKIIBI AUCKYCIT LLOAO KOPOTKOYACHOIO E®EKTY TA HEBIZOMOMO MEXAHI3MY [Ii TPAHCMTAHTOBAHUX
KNITUH, OTPUMAHWIA PE3YNBTAT B JAHOMY KNIHIYHOMY BUNALKY MOXXHA BBAXATI 3HAYUMIAM. NPO LIE CBIAYATb BUPAMEHE
MOKPALLIEHHS MOBW, KOTHITUBHUX ®GYHKL|IA, MOTOPUKIA, A TAKOX 3MIHI B BITTIA PEYOBUHI MO3KY TA 3BISTbLLIEHHA METABOI3MY
IMHOKO3W B MO3KY. HEOBXIAHI NOAANbLUI JOCTIIMEHHS ANS BCTAHOBMEHHS MEXAHI3MIB HEAPOTPO®IYHINX EDEKTIB MPU
TPAHCTIAHTALYI KNITWUH NYNOBUHHOI KPOBI.
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