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BPO>XKAEHHBIVT AUCKEPATO3: AHAAN3 KAMHUYECKUX CAYUYAEB

LOTBY ®HKL] ATOU nMm. A, Porauesa M3 PO,
2Tr'BY BITO PHMMY um. H.U. IMuporosa M3 PO, Mocksa

B CTaThe JeTAJbHO M3JI0KE€HBbI COBPEMEHHbIE€ JaHHbI€ O MeXaHu3MaX Pa3BUTHUA, TeHETHUKe, KIUHU-
YeCKMX NMPOABJIEHUAX M 3(D(PEeKTHBHOCTH BO3MOKHOM Tepamuu BPoOKIAeHHOTO nuckeparosa (BIAK).
IIpencraBieHn moapoOHSBIi aHAIN3 COOCTBEHHBIX KINHUYECKUX HalOmomenuii — 9 nanuentos ¢ BJK,
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OIUH U3 HUX C TsKeou hopmoii 3a6omesanus — cuaapomom Hoyeraal—Hreidarsson. Ilpeacrasiena
uH(poOpMAaIKI 00 NCIIOJb30BAHHBIX METOIAX BeJeHUA U UCXOAAX JICUCHUA.

Kntouesvie cnosa: 8posxcdennvlii Ouckepamos, MexaHu3m pa3éumus, KAUHUKQA, ledeHue, demu.

The article details current data on the onset mechanisms, genetics, clinical features and possible
therapeutic approaches of dyskeratosis congenita (DKC). Own clinical observations are analyzed
in-depth: 9 patients with DKC, including one patient with severe variant of the disease, Hoyeraal-
Hreidarsson syndrome. The information on methods, used in disease management, and treatment

outcomes is provided.

Bpoxkgenuniii guckeparos (BOK) (curppom
IMuuccepa—durmana—Koysna) — peakuii reHermue-
CKUU CUHAPOM KOCTHO-MO3TOBOM HEJOCTATOUYHOCTH,
COTIIPOBOKIAIOIIUNCA AHOMAJUAMU KOKU U CJIU-
BUCTBIX O0OJIOUEK, a TaKyKe XapaKTepU3yIoIuiica
IPeAPAaCIOIOKEeHHOCTHIO K 3JIOKAaUeCTBEHHBIM 3a060-
neBaHuam [1-3].

BIIK — reneruuecku reteporeHHOe 3a00I€BaHIE
C PasHBIMU THUOaMU HacjiegoBaHusa. Ha mamHbIA
mMoMeHT udBecTHBI 6ojiee 10 renoB (DKC1; RTELI1;
TERC; TERT; NOP10; NOLA1,2,3; WRAP53;
NHP2; TINF2; TCABI wn np.), OTBETCTBEHHBIX 3a
pasButue BIIK [2, 4] (Tabx. 1). Bce oHm mrpaior
Ba’KHYIO POJIb B TIOIEPIKAHUY JJIUHBI TEJIOMED, UTO
U ABJISETCA OCHOBHBIM 3BEHOM MeXaHH3Ma Pa3BU-
TuA 3a00I€BaHUSA.

CmekTp B3abosieBaHUWI, BXOAAIUX B TPYII-
ny BJIIK, sHauuTeJbHO pacIIUpPUJICA C MOMEHTA

Konwmaxmnaa ungopmayusa:

Key words: dyskeratosis congenita, onset mechanisms, clinical features, treatment, children.

ero mepsoHavaJbHOTro omnucanusa B 1910 r., xorga
HeMeIKul Bpau-gepmatotior [{luHccep omucasn Kan-
HUYECKU cJuaydail ¢ auctpodumeil HOrTel, JIEMKO-
IJIaKuell CAMBMCTON OOOJIOUKH POTOBOI IIOJIOCTU
W aHOMAaJHell NHUTMeHTAIlUM KOMXH y ABYX Opa-
TheB. 3aTeM ONMUCAHUE CUHJAPOMAa OBLIO JOIMOJHEHO
aMepUKaHCKUMU yYeHBIMH OHTMeHOM u Koyiowm,
B YeCTh KOTOPBIX OH M IIOJYyYHWJI CBO€ Ha3BaHUE.
B mocaenyioriem ObIIN ONMMCAHBI APYTUE «HeaepMa-
TOJIOTUYECKHE» CUMIITOMBI, BCJIEACTBUE Uero chop-
MUpoBaJioch npeacraBiaeHue o BIIK Kak o MyabTH-
cucTeMHOM 3a0oseBaHUU [5].

WsBecTHO, UTO MYKUMHBI OOJIEIOT dUallle, UeM
JKeHITUHBI, B OpuMepHOM cooTHommeHuu 3:1. Ha
CEeTONHAIIHUN JeHb TOUYHAs PacIpoCTPaHEHHOCTh
BIIK memsBecTHa, MPUOJM3UTEIbHAA PACIPOCTPA-
HEeHHOCTb 3aboseBanua coctasaser 1:1 000 000
yeJIoBeK B rof [6].
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BIK — ato cucremHOe 3aboJieBaHUE, B OCHOBE
Pa3BUTUS KOTOPOTO JIEKUT M€HETUUECKU AETePMU-
HUPOBAaHHOE YKOPOUEHWE TeJOMEep U/UIU CHUMKe-
HUe AaKTUBHOCTU TeJoMepasbl, UYTO OOBICHAET
CUMIITOMOKOMILJIIEKC OOJIE3HU: TTOPaKeHue KOCTHO-
TO MO03ra, KOMKU U CJIUBUCTHIX 000J0UEK, TaK Kak
roMeocTa3 dTUX TKaHell o0ecneunBaeTca NHTEHCUB-
HO¥ mpoaudepaneil Ha IPOTAKEHUU BCell KUBHU
yejsioBeka [1, 4].

Tenomeps! (OT AP. IPed. TEAOG — KOHEIl, U LEPOG
— YacTh) — KOHIIEBBIE YUACTKU XPOMOCOM, KOTO-
pble XapaKTepPU3YITCA OTCYTCTBUEM CIIOCOOHOCTU
K COeIWHEHWIO C APYTMMU XPOMOCOMAaMM WJIU UX
(hparmMeHTaMU U BBHITIOJHAIOT 3AIUTHYIO PYHKIUIO.
Tenomepa mpencTaBideT co00M cIeUaIn3UPOBaH-
uyto auHeitnyio [JTHK, cocTOAIYIO 13 KOPOTKUX TaH-
IeMHBIX TTOBTOPOB (y uesoBeka — TTAGGG) u npu-
00peTarIyIo XapakKTEPHYI0 TPETUYHYIO CTPYKTYPY
c 00pa3oBaHUEM HYKJIEOIIPOTEMHOBOTO KOMILJIEKCA,
KOTOPBII 3aIUIIAET XPOMOCOMY OT OIIIMOOK B IIPO-
mecce pemnaparnuu [JTHK u moBpe:XaAeHUE B MUTO3€
[7], — menrepunoB (ot aurua. shelter — yxkpwitTue,
samuTa). IlleaTeprHOBBINE KOMILJIEKC COCTOUT U3
6 6enxos: TRF1, TRF2, TIN2, RAP1, TPP1, POT1
urena TINF2[8, 9].

IIpy pensuKamuum HECKOJIBKO HYKJIEOTHUIOB
Ha 3-KOHIIaX 00eMX MaTPUUYHBIX IENel He pPeIiu-
nupymorca. Kak ciaencTBue TeaoMephbl XPOMOCOM
IpU KaKJOM payHIe PEIINKAIUU TOJKHBI TePATH
oIpeJieJIEeHHOE YWCJIO HYKJEOTUAOoB. TesomepHbIE
IIOCJIEJOBATEILHOCTA HE COJeps;KaT TeHOB, CcJe-
IOBaTeJbHO, NPU WX YKOPOUEHUU HE IIPOUCXO-
IUT yTpaThbl HacjeacTBeHHO# wHMopmaruu [10].
B HeguddepeHIUPOBAHHBIX KJETKaX, a TaKyke B
HEKOTOPBIX 3peJIbIX KJeTKaxX (aKTUBUPOBAHHBIX
T-nmumdornurax) akKTUBHOCTE 0C000TO (hepMeHTa —
TeJioMepasbl — II03BOJISET IOAAEP:KUBATH IJIUHY
TEJIOMEPHOM IIOCJIef0BATENbHOCTH. BOJIBLIIIMHCTBO
HOPMAaJbHBIX KJETOK MHOTOKJIETOUHBIX OPraH!3-
MOB, HAIIPOTUB, BO BpeMA Au(MGHEPEHIITNPOBKY yTpa-
YMBaeT aKTUBHOCTH TeJOMEpPashbl, M IIOITOMY IIPHU
IeJIeHUU TaKUX KJIETOK B KYJIbTYpe He MOYKET ObITh
TIpeBbINIeH HeKuil mpeaea (mumur Xeduauka),
OTPAaHUYEHHBIH Te€HETHUECKU WMCXOAHBIM KOJUUe-
crBoMm TesomepHoi [JHEK [7, 11]. 9to u aBaderca
OCHOBHBIM MEXaHU3MOM OMOJIOTUUECKOTO CTapeHUA
KJIETKH.

B pesyabTraTe AeATEIBHOCTH TEJIOMEPA3bI IJIN-
Ha TEeJIOMEPHBIX YYaCTKOB XPOMOCOM KJIETKU yBe-
JUYUBAETCA WUJIU COXPAHSAETCS Ha MOCTOAHHOM
YPOBHE, KOMIEHCUPYSA TaKUM 00pa3oM KOHIIEBYIO
«HEOPEIJINKAIINIO» U MO3BOJIAA KJIETKe HeJIUThCA
HeOoTpaHUUYeHHO JoJro. TeroMepasa SKCIIPECCUPY-
€TCs B CTBOJIOBBIX, IOJOBBIX U HEKOTOPHIX IPY-
TUX TUIaX KJETOK OpraHuaMa (HampuMep, KJeT-
KM SIUTEeNUs KUIIeYHUKAa), KOTOPBIM HE00XO0mu-
MO TOCTOSHHO NEJUTHCA IJIA PYHKIUMOHUPOBAHUSA

maHHBIX TKaHel [12]. OObIuHBIE coMaTUYecKUe
KJEeTKM OpPraHu3Ma JIUIIEHbl TeJIOMePas3HOM aKTUB-
HocTu. OmyxoJieBbie KJIeTKU B 85% caydaeB ob6Ja-
IaloT TeJOMepPasHOU aKTUBHOCTHIO, IOITOMY CUHU-
TaeTcs, UYTO AaKTHUBAIUA TeJoMepas3bl ABJSIETCA
OHUM #3 COOBITHI HA MYyTH KJIETKU K 3J0Kaye-
CTBEHHOMY TIE€PEPOKIECHUIO.

TenoMepasa COCTOUT U3 TeJIOMepPasHOU obpart-
Ho#t TpaHckpunrassl (TERT), renromepasuoit PHK
(TERC) u guckepuna (DKC) — mo nBe MOJIEKYJIBI
Kaskzmoro [8].

OroJieHHBIE KOHIIBI XPOMOCOM PaCIO3HAIOTCS
Kak paspbiBel obeux meneit [JHK. IloBpe:xgeHusa
TAKOTO pPOJa OOBIUHO YCTPAHSIOTCA IIYTEM COEIU-
HeHUs Pas3opBaHHBIX KOHIOB. OZHAKO B JaHHOM
cjyuyae COeIWHEHHBIMH MOTYT OKa3aThCA KOHIIBI
Pa3HBIX XPOMOCOM, HO BO BpeMsdA aHadasbl KJIETOU-
HOTO JeJIeHUs CIeIJIeHHbIe XPOMOCOMBI pasphiBa-
FOTCSI HA YACTHU CIYyUYallHBIM 00Pa3oM, UTO IPUBOLUT
K GOJIBIIIOMY KOJUUYECTBY MYyTalliili U XPOMOCOM-
HBIX aHoMaJjuii. HacTymaeT MOMeHT, Kormga Jirbho
00'beM TIOBPEIKJEHHOI'0 TEeHETUYEeCKOTO MaTepua-
Jla CTAHOBUTCSA JOCTATOUYHBIM [JIA THOEIUN KJIEeTKHU
(myTeM 3amporpaMMUPOBAHHON KJIETOUHOU cMep-
TH — amoIlTo3a), JU00 IMPOUCXOAUT AOIMOJHUTEh-
Had MyTalus, akTUBUpPYIolad Tesomepasy. Ilocie
aKTUBAI[MU TeJoMepasbl HEKOTOPHhIe BUIBI KJIETOK
cTaHOBATCA OeccMmepTHBIMU. CumTaeTcs, UTO 9TOT
MeXaHW3M U ABJISEeTCS IPUYNHON PasBUTUA 3JI0KA-
YeCcTBEHHBIX 3aboseBaHui y mamuenTos ¢ BIK [4].

OuarHos ycraHaBiIuBaeTcsd Ha OCHOBAHUU
TUMUYHBIX KINHUYECKUX MPOABJICHUIN 3aboJieBa-
Hua (cM. HMiKe). IloaATBepiKIeHMe OUATHO3a OCHO-
BaHO HA OIPeJAeJIeHUU JINHBI TeJIOMEDHI, a TaKKe
BBISIBJIEHUM MYTAaIMii B BBIINEYKA3aHHBIX TeHAaX,
omHaxo y 40% manueHTOB AUAaTHO3 He ITOATBepIKIa-
eTcd reHetTudecku [2].

B kiaccuueckoM BapuaHTe 3a00JieBaHUE XapaK-
TepusyeTcsa KIMHUYECKON TPUAAON: ceTyaTas IIUT-
MEeHTaIusda KoMK, aHOMAaJIbHBIN POCT HOTTEH, JIEUKO-
IJIaKuA CaAu3uCThiX obosouek [13]. Kiaccuueckasa
TpHuaga IPOJOJIKAET UTPATh BA;KHYIO POJIb B OIIpe-
IeJeHUY KJINHUUECKU 3HAUMMOTo 3a60JieBaHUA, HO
B HACTOSIIee BPeMs YUUTHIBAIOTCA U JAOMOJHUTEIb-
HBbIe 0COOEHHOCTH, B T.4U. KOCTHO-MO3TOBasA HEeJIOCTa-
TOYHOCTD, SMUTEJIUAIbHBINA PAK, MUEJIOIUCIIIACTH-
vyeckuit cuagpom (MIIC), nefikemus, caesoTeueHune,
6edapuT, IpeKIeBPEMEHHO Ceble BOJIOCHI, aJI0IIe-
U, 3aJep:KKa PasBUTUA, HUBKUI POCT, MO3IKeU-
KOBas TUIIOILIA3UA, MUKPoIedalnsd, CTeHO3 ITUIIe-
BOJIa, CTEHO3 YPeTpPHI, JIETOUHBIA (pubpos, 3aboJie-
BaHUe MeYeHW U aBaCKYJAPHBIA HEKPO3 TOJIOBKU
6empa mau mieda (tabua. 2) [2, 3, 13]. Cpemguuit
BO3pacT HA MOMEHT MOCTaHOBKM aumarumosa BK]I,
Mo maHHBIM Permcrpa BPOMKIEHHOTO AHCKepaTrosa
(DCR) cocraBasger 15 ner (muamazon 0-75 ier)
[2, 3]. Takum 06pa3oM, MHOTVE ITAIIEHTHI MOTYT He

Tabruua 1

H3BecTHbIe TeHbI U TUNHI HachaemoBauus BAK [22, 24]

AyToCOMHO-penecCuBHBIN

AyTOCOMHO-TOMMHAHTHBIN

X-cleniieHHbIN pelecCuBHBIN

RTELI, TERT, NOLA1/2/3, WRAP 53

RTELI, TERT, TERC, TINF2

DKC1
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UMeThb KIMHWUYECKUX IPOABJICHUN 3a00JIeBaHUA [0
TIO3IHETO MOAPOCTKOBOTO MJIX B3POCJIOTO BO3pAaCTa.

K raxensim gopmam BIIK oTHOcAT cuHApPO-
mbl Hoyeraal-Hreidarsson (HH) u Revesz (RS).
HH - s10 Ts)Keysioe MYJIbTHUCUCTEMHOE 3a00JeBa-
HUe, XapaKTepusyioleeca 3aJAeP:KKOM pPasBUTUA B
npeHaTaJbHOM IeAnofe, MUKpoIledasneil, TUIio-
maa3ueil MO3’KeuKa, allIaCTUUecKOoll aHeMueid u
uMmmyHozedunurom [14-16]. quarnos HH moxkHO
MOCTaBUTH MPU HAJIUYUY y nanuenTa 4 us 6 maubdo-
Jiee IIIMPOKO MPU3HAHHBIX 0COOEHHOCTEN: 3a/JeprKKa
BHYTPUYTPOOHOTO PA3BUTHUA, 3aJe€PIKKa PA3BUTHSI,
MuKporedannsa, TUIOIIA3UA MO3KeUKa, UMMYHO-
IedUIIUT WM amjacTudecKas aHeMus. B HacTos-
1ee BpeM4d omnucaHbl 6ojiee 30 ciiyuaeB 9TOT0 CUHJ-
poma. MccrenoBaHusa moKasajiv, UTO Y IAIlUEHTOB
¢ HH ouens KopoTKme TesioMepbl. ¥ HEKOTOPBIX
ManueHTOB BBIABJIEHBI Myranuu B reHax DKCI,
TINF2 wau TERT [17-19].

RS xapakTepusyerca pa3BuUTHEM B pAHHEM BO3-
pacTe KOCTHO-MOBTOBOM HEIOCTATOYHOCTU M OmJja-
TepaJIbHOHM SKCCyAaTMBHOU permHomatuu [20, 21].
B sureparype onucausl 20 cayuaeB RS. ¥V manuen-
TOB OTMEUAJINCH allJIaCTUUECKad aHEMUA, 3aJePIKKa
BHYTPUYTPOOHOTO Pa3BUTHUA, PEIKNE BOJOCHI, TOH-
Kad ceTyaTas NMUTMEHTAIUs KOXKHU, aTaKCUsS 13-3a
TUIIOIJIa3UU MO3JKeUKa U IlepedpabHON KaJbIlu-
durkanum, OuiaTepajbHasg JdKCCyZaTUBHAA PETHU-
HOMIATHUSA, Y HEKOTOPBIX IAI[MEHTOB TaKyKe OBLIN
IUCTPO(UA HOT'TEH U JIEHKOIIJIaKUsA CIUBUCTOU 000-
JIOUKH poToBO# mosoctu. Kamsmudurarer B8 ITHC
ObLIU BBIABJIEHBI B 15 13 20 cayuaes, B 2 caydasax
— B COUETAHWUUW C TUIOILIasueill Moszkeukra [9, 18,

20]. ¥V Bcex 60bHBIX RS BBISBIIEHO CYIIIECTBEHHOE
YKOpoueHUe TesjoMepbl. EAMHCTBEHHBIM [JOKasaH-
HBIM TPUYUHHBIM TEHOM [JIs JaHHOTO CHUHIpOMA
asagerca TINF2[9, 18].

EquHCTBEHHBIM pDagUKaJIbLHBIM METOJOM Jede-
HUSA TAMXKEI0N KOCTHO-MO3TOBOM HEJOCTATOYHOCTHU
npu BIK aBasgercsa ajaoreHHas TPaHCILIAHTAIIUA
TeMOII09TUUECKUX CTBOJIOBBIX KJIETOK. IIpuMeHA0T
PEsKUMBI KOHANIIMOHUPOBAHUSA CO CHUKEHHOM TOK-
CUYHOCTBIO B BUAY BBICOKOTO PUCKAa BUCIEPAJB-
HO# TOKcHYHOCTH [2]. AJIbTEepHATMBOM TpPAaHCIIAH-
TaIUU SABJAETCS MCIOJIb30BaHNE AaHAOOJIMUECKUX
crepousioB — okcuMeTosioH (0,25 Mr/Kr/cyT, Mak-
cuMaJjbHAas 03a 2—H MI'/KT/CYT) C XOPOIIUM OTBE-
ToM (mpubausurtenabHo B 65% cayuaes) [22]. Hua
JIeUeHUdA AepMaToJorndecKux mnpoaBienuit BIK
KCIOJIB3YIOT TONMMYECKYI0 Tepamuio ¢ pudbodiaBu-
HOM, PETUHOJIOM, apOMaTUYECKUMHU PETUHOULAMH,
nuHKoM [2].

AHann3 KINHUYECKHUX cjay4dyaeB

3a mepuox 2007-2014 rr. BAK 6bL1 guarHo-
CTUPOBAH y 9 IaIMeHTOB, 00Ilas XapaKTepUCTUKA
KOTOPBIX IpejcTaBjaeHa B Tabi. 3. MeauaHna Bospac-
Ta MaHH(ecranuu 3a00JIeBaHUA COCTABHJA 2 roja
10 mec. ITepBBIM reMaTOJOTMUYECKUM IPOSIBIEHIEM
y Bcex meTeit ObLIa TPOMOOITUTOIIEHUA, B 2 CAydasax
(Ne 1 u 8) B mebroTe 3a00eBaHUA — MAHIIUTOIIEHUA.
VrHeTeHNe IPYTUX POCTKOB KPOBETBOPEHUS C TeUe-
HUEeM BpeMeHH He ObIJI0 OTMEeUeHO y mamueHToB Ne 5
u 6. Y ocTaJbHBIX 5 GOJBHBIX MAHIIUTONEHUA Pas-
BIJIACH CIIYCTS B CpefHeM 2 roja Iocjie TPOMOOI[u-
TOomeHUHU. ¥ D 13 9 mMareHTOB OTMeYaJIliCh 3aAePIK-

Tabnuuya 2

Kananueckue nmpoasaennsa B/IK [5, 13, 22]

Kauanueckue npoABIeHn s % MauMeHToB

AHoMaIbHAA KOXKHASA MUTMEHTAIISA 89
Huctpodus HOrTEH 88
HepmocTaTouHOCTh KOCTHOT'O MO3Ta 85,5
Jlefikonnaxkus 78
dnudopa (peTeHIIUOHHOE CIe30TeUeHUE) 30,5
TpynaOCTH B 00yUeHNY /3ajepKKa PA3BUTHA,/OTCTaBaHNE YMCTBEHHOTO 25,4
pasBuUTUA

Bonesuu nerkux (uaie pudpos JerKux) 20,3
Huskwuii pocr 19,5
CreHO3 muIeBoga 16,9
IIpesxeBpemMenHasA orTeps BOJIOC/TIOCeleHe/ PeIKIe DECHUIIBI 16,1
T'uneprugpos 15,3
3JI0KaYeCTBeHHBIE OITYyXOJIN 9,8
3aJep:KKa BHYTPUYTPOOHOTO Pa3BUTUA 7,6
ATaKcuA/TUNOMIA3AA MO3KEUKa 6,8
T'unmoronagmaM/KPUITOPXU3M 5,9
Mukponedanusa 5,9
CrpukTypa yperpbl/humMos 5,1
OcTeonopos/acenTuuecKuii HeKpos3,/CKOJIn03 5,1




Tabaruua 3

O6uras xapakrepucruka nanueHToB ¢ BJIK (coGcTBenHbie 1aHHbIE)

Bospact | Bospact Bospact
ITanu- HayaJja nocra- Bospacr pas3BUTUA Anomamnn BaHHTepeU
ITon CHMIKEHUA COBaHHBIN Hcexopn
eHT No IPOSIB- HOBKH PLT MAaHINTO- pa3BUTUA ren
JeHui IUarHo3a MeHun
3aziepKKa BHYTPU-
YTPOOHOTO Pa3BUTHUS,
1 M | dolroma| Holroma | Holroma | o 1lroga OTCTaBaHUe B POCTe, TINF2 Hus
KaJIbIU(pPUKATHL
B FOJIOBHOM MO3T€
3aepiKKa BHYTPU-
YTPOOHOTO PA3BUTHUA, .
2 M | o 1 roxa 2 roga Ho 1 roma 2 roga rymoTpofdms MoaeTKa He naiigen Kus
(HH)
3aepiKKa BHYTPHU-
3 M 2 roga 5 mer 3 roga 5 ser YTPOOHOTO Pa3BUTHUA, DKC1 Kus
OTCTaBaHUeE B POCTe
4 M 2 roga 5 mer 2 roga 4 roma Her TINF2 Kus
3aeprKKa BHYTPHU- He
5 M 3 roga 4 roga 3 roga Her YTPOOHOTO Pa3BUTHUA, He naigen HBBECTHO
OTCTaBaHUE B POCTE
6 M 4 roma 11 setr 4 roma Hert Her He naiigen HKus
3aiepKKa BHYTPU-
7 M 1,5 roga 6 meT 4 roga 8 ser yTpOo6HOro pasEuTHd, DKC1 JKus
CTEeHO3 IUIIEBOJA,
OTCTaBaHUe B POCTE
K 8 ser 8 seT 8 set 8 ser Her He naiinen Ymep
9 K 4 roma 10 set 7 ner 9 jer Her TINF2 Ymep

Ka BHYTPUYTPOOHOTO PasBUTHUSA U, KAK CJIEJCTBUE,
3a7iep:KKa PocTa U IICUXOMOTOPHOI'0 pa3BuTusd. Bee
HalueHThl UMeJ KOKHBIM reMOppParuuecKuii CUH-
apoM, oHuxonuctpoduio (kpome Ne 6), v 6 601bHBIX
oTMeyaJiach JieHKomnaakus (Kpome Ne 3, 4 u 9), y
5 — ceruarasg nurMeHTanuA Koxku (kpome Ne 3—6).
Y opumoro GoambHOro (Ne 2) B meGrore 3aboJsieBaHUA
ObljIa BBIpasKEHHAs HEBPOJIOTMUYECKAs CUMIITOMA-
THUKa B BHUjJe arakcuu, npu MPT-ucciemoBanun
TOJIOBHOT'O MO3Ta BBISIBJIEHA TUIIOIJIA3US MO3KEeUKa
(puc. 1), 4TO TO3BOJUJIO AUATHOCTUPOBATH Y 3TOTO
nanueHTa Taxkeayo dopmy BIAK — HH.

Bcem mabimromaeMbIM HaMM IaljeHTaM gua-
THO3 OBILJI YCTAHOBJIEH HA OCHOBAHUU KJINHUYECKON
KapTUHBI, XapaKTepPHBIX M3MEHEHHUN B KOCTHOM
MO3re I0 JAHHBIM T'HCTOJIOTMYECKOrO HCCJIefoBa-
Hus TpemnanoOmomnrTara (puc. 2), Mopdoaoruue-
CKOr0 HCCJIeMOBaHUS IIYHKTATa KOCTHOTO MO3ra
(puc. 3) M KOPOTKOU AJUHBI TeloMepbl. Bo Bcex
9 cayuaax upoBeaeno [IHK-ucciemoBanme Bcex
YJIeHOB ceMbu. B 5 ciydyasix BBISBJIEHBI MyTallAU
B reHax DKCI u TINF2, nnsa ocTalbHBIX CJIy4YaeB
OTBETCTBEHHBIN 3a pa3BUTHE 3a00/IeBAHUSA MYTaHT-
HBIN TeH He maeHTuuiupoBaH. IIpu obciiemoBa-
Huu cembu namuenTa Ne 7 BIIK co cxogHO KIMHMI-
YeCKOM KapTUHOM ObIJI BRISIBJIEH ¥ cTapiiero opara,
npu [JTHEK-uccnemoBanmuy noaTBEeP:KAeH CeMeNHBIN
xapakTep 3aboJsieBaHuA (MaTh — I'eTePO3UTOTHBIN
HOCHUTEJIb, €€ IBa CbIHA — '€MU3UTOTHI 110 MyTaIluu
reda DKCI1 (reum pacmoJioskeH Ha X-XpoMocoMme),
oTeIl 3I0POB).

B 2 cayuasax (Ne 1 u 8) quaraos ObLI YCTAHOB-
JIeH IPaKTUYEeCKHU CPady, B OCTAJbHBIX CIy4asX C

MOMEHTA Pa3BUTUS TPOMOOIIUTOIEHUH A0 MOMEHTAa
MOCTAaHOBKM JuarHosa Ipoirio ot 1 roga go 7 jer.
IlombITKM TJIIOKOKOPTUKOCTEPOUAHOI Tepa-
U, IIPOBEeJeHHO! HEKOTOPBIM IaIMeHTaM II0
MeCTy KHTeJbCTBa, OKal3ajluch Hed(p(PeKTUBHBI-
mu. Ilamuentsr Ne 5 u 6 He UMesau BBIPAYKEHHOM
KOCTHO-MO3TOBOM HEIOCTATOUYHOCTU M, KaK CJIeJ-
cTBHUE, OBLIN TPAHCHY3UOHHO HE3aBUCUMBIMU, UTO
TMO3BOJIMJIO IIPOJOJIXKUTH AUHAMUYECcKoe HabJrome-
Hue. IlamuenTam Ne 1, 2 m 3 ycmemrHo IpoBe-
JleHa aJIJIoOTeHHad TPAaHCILIaHTAIUA IeMOII0dTUYe-
ckux cTtBoJOBBIX KJIeTOK (TI'CK). ITo ceit neHb aTu
00JIbHBIE HAXOAATCA B CTAOMIBHOM COMATHUYECKOM
craryce. B KauecTBe MCTOUHHKA IeMOIO3TUYECKUX
CTBOJIOBBIX KJIETOK IJd mamumeHTa Ne 2 MCIIOJIb-
30Bajiach IIymoBHMHHAsA KpoBb HLA-coBMecTMMOro
miazaiiero opara. B ¢BA3u ¢ 6e3yCIEIIHBIM IIOMC-
KOM HEpPOICTBEHHOTO MOHOpa MmamueHTBI Ne 4 u
7 MONy4YUsaum Tepanuio CUHTETUUECKUMU aHApOore-
HaMHU C I'eMaTOJOTMUYECKUM OTBETOM B BHUJE yIep-
skarusa Hb oxosmo 100 r/a (100 u 107 r/x coort-
BETCTBEHHO) U KOJIMYECTBA TPOMOOIIUTOB OKOJO
30-109/1(35-109/;1 u 28+ 109/1 COOTBETCTBEHHO).
OTaesbHOrO0 BHUMAHUA 3aCHYKHBAIOT MAIEHTKU
Ne8m 9. ¥V narmmentru Ne 9 B Bospacte 11 et mmocire
npoBenenus nepsoii anano-TI'CK saduxcupoBaHO
OTTOPJKEHUE TpaHCIJaHTaTa, 4YTO I0oTpeboBaso
nposegenue moBtopHoi TI'CK ot Toro ke moHO-
pa. Ognaxo mocisie moBTopHOU aymno-TI'CK Tax:ke
O0bLI0O 3a()MKCHUPOBAHO HEIPHU)KUBJIEHUE TPaHC-
mianrata. PeOeHOK yMep OT HapacTarolllel IIOJIu-
OpPTraHHOW HEJOCTATOUYHOCTH BCJEACTBUE MHMEKIN-
OHHBIX ocJyiokHeHu#. IlanmmenTka Ne 8 moctynmia
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B TSIXKEJIOM COCTOSHUHU 34 CUET reMOpPParmdecKoro
CUHAPOMA, aHEMUH, NHPEKIINOHHBIX OCIOKHEHNIA.
B of0iieM aHaan3e KPOBU HA MOMEHT IIOCTYILJICHUS
OoTMeUaJNCch TIyboKas JeHKOUmeHUS C arpaHyJtio-
muros3oMm (aekomurel 0,71+109/1, HeATpOUILI
0,18-109/1), raybokas aHeMus HOPMOXPOMHO-
ro HopmoriutTapuoro xapaxrepa (Hb 65 r/x, MCV
80,7 ¢a, MCH 28,6 ur, MCHC 354 r/1, RDW-CV
— OTHOCHUTEeJbHAA IIHPUHA PacCHpemesieHUsl DPU-
TPOIIUTOB TO 00BeEMY, KO3(h(GUIIMEHT BapUaIlUH,
16,5%), BbIpaskeHHasA TPOMOOIIUTONEeHUS (TPOMOO-
mutel 1+109/71). C 1meablo IONBITKHA YMEHBLIIUTH
YacTOTy TPAHCPY3Uil KOMIIOHEHTOB KPOBU (TPOM-
OOKOHIIEHTPATA W SPUTPOLUTHON MAacChl) M KYIIU-
POBaHMUs 04YAroB MH(MEKIUN IIPOBOAUIACH TEPAIINS
POCTOBBIMU (PAKTOPAMMU: CTUMYJIALUA TPOMOOIH-
Tomos3a (saTpoMbOIIAr B TeueHHe 2 HeAeslb B [03e
50 mr/cyT, 3atem B Teuenue 1 memenu 100 mr/cyT,
yBesnmueHa nosa 1o 150 Mmr/cyT B TeueHue 2 HeIeb,
TaK KakK 3()()eKTa OT BLICOKUX J03 3JITPOMOOIAra He
HaOII04aI0Ch, TPOMOJIKIIA ToJayuaTh B go3e 100
MT/CyT — 2 HemeJu) U SPUTPOI0I3a (ZapOermosTuH
B mose 300 mMxr — 1 BBegenme), K COKAJIEHUIO —
0e3 apderra. Ha cTUMYIAIUIO TPAHYJIOMUATOI093a
(meHorpacTuM B mo3e 5 MKI/Kr/cyT — 18 cyTok)
MaMeHTKa OTBETHUJIa yBeJIWdYeHWeM HeATpopuJIoB
mo 1-109/x. IlnanupoBasachk nposemernue TI'CK
OT TaIJIONJeHTUYHOI'0 JOHOpa (MaTepu), HO IIallu-
€HTKAa yMepJia B pe3yJIbTaTe PasBUBIIENCS pedpak-
TEPHOCTH K TPAHCPYy3uAM TPOMOOKOHIIEHTPATOB
1, KaK CJIeICTBUE, HAPACTAHUSI reMOPParndecKkoro
CHUHAPOMA BILJIOTh OO I'eMOPPArdYecKOro IIOKa —
OCTpOE HapYIIeHNe MO3IOBOI'0 KPOBOOOPAIIleHU II0
reMOpparuyecKoMy THIIY, IPO(Py3HOEe KpOoBOTeue-
HIE U3 TPAaXeOCTOMUYECKON KaHIOJIN, HAJOMKEHHON
nas ocyinectBiaeHus annapatHoit UBJI (coctosuume
KoMbI 4—5 6asnoB I'1asro).

3aKJaroueHue

Cremnens Ts:kectu BIIK 1 BospacT Havajia pas-
BUTHUSI KOCTHO-MO3I'OBOM HEZOCTATOYHOCTU CHJIBHO
BappupyioT. CaMbIM TsKeJbIM IIposBiaeHreM BIK
ABJAETCA MPOTPECCUPYIONIad KOCTHO-MO3TOoBasd
HeJOCTAaTOYHOCTh KPOBeTBOpPeHus. IlosaTomMy emuH-
CTBEHHBIM PaIuKaJIbHBIM MeTomoM jJeueHus BIIK B
Hacrosinee BpeMmsa asiaserca TT'CK. Cremens BbIpa-
JKEHHOCTH TI'eMaTOJOTHUYECKMX M HereMaTOJIOTH-
YEeCKUX MPOABJIEHUN 3a00JieBaHUA W CKOPOCTH UX
IIPOTpeccuy He 3aBUCAT OT BO3pacTa Havajaa KJIu-

Puc. 1. MPT rosoBHoro mosra mamuesara Ne 2: a — rumonJia-
3MsA MO3’K€4YKa C COIMYTCTBYIOIMM PACIHIMPEHHEM MPHJIesKa-
IOMX JUKBOPHBIX IIPOCTPAHCTB, IOCTTeMOPPAarudYecKue u3me-
HEHMS B TajJlaMycaX ¥ JI€BOM HOKKe M03ra; 0 — rMImonjaa3sus
MO3’Ke4Ka € COILYTCTBYIOIIUM PaCIIMPEeHueM IPUIeKalux
JIMKBOPHBIX IIPOCTPAHCTB, NoBbImeHue MP-curaana or 6exo-
T'0 BelIeCTBA JIEBOT0 MOJIyIapu.

Puc. 2. T'ucrosornyeckoe ucciegoBaHNe TPEIaHOOMONTATA:
a — muddys3Hoe pacmnpeaeieHne JKUPOBON KIeTYATKH B IIpe-
JeJax KOCTHO-MO3IOBOrO IPOCTPAHCTBA, YrHETEHHE BCEX
POCTKOB KPOBETBOPEHHUHA, KJIETOYHOCTH a0 1%, OKpacka
reMaTOKCHJIMHOM M 303WHOM, yB. 200; 6 — B OTZEJIbHBIX
CHMHYyCaX MeJIKHe CKOIUIEHUS HOPMOGJIACTOB 3PUTPOUTHOrO
ps{na, €eINHUYHBbIEe :memeHT}.I-npenmec'rneﬂnmm MMHeJ0oMa-
HOT'O POCTKA, CIIPaBa y Kpasd IOJIA 3peHUA OJMH MeraKkapuo-
I[UT, OKPAaCKa reMaTOKCHJIMHOM M 303uHOM, yB. 400.

Puc. 3. Mopdoioruueckoe ucciegoBaHne IMyHKTATa KOCTHO-
ro Mo3ra: oouiue cBOGOIHO JIe:KaNero HeHTPaJbHOTO JKUPa,
BhIpPaskeHHAsA FUMOKJIETOYHOCTD IIYHKTATA U YrHeTEHHE BCeX
POCTKOB KPOBETBOPEHU A, CKOIJIEHUS 0CTE00IaCTOB.
Oxpacka o Pomanosckomy, yB. 20.

HUYECKUX MIPOABJIeHU 3aboneBanua. [ aHanusa
B3aMMOCBsA3U peHOTHTIA U reHoTUIa 1pu BIIK HE06-
XOIUMO IPOJOJIKUTH HAKOILJIEHNE JaHHBIX.
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