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C Lesblo OLeHKMU pacrnpoCTPaHEHHOCTU U AUHAMUKN U3MEHEHUI OCHOBHbIX apamMeTpoB CUHAPOMAa OO6CTPYKTUBHOIMO arHoa
Bo cHe (COAC) npn mykononucaxapugose Il Tuna 17 petam 6bi1 NpoOBeAEH KapAuopecnnpaTopHbii MoHuTopuHr. COAC
JIerKo ctenenun [MHaeKc anHoe/runonHoe (MAl) 1,5-5] anarHoctupoBaH y 4 naymeHToB (23,5%), cpeaHen Tsxectu (MAI
5-10) — y 4 (23,5%), taxenbit (MAI > 10) — y 2 (11,8%). CpesHuit nokasatenb UAI nipu cuHapome XaHTepa coctaBus
5,3 £ 6,9/4. B rpynne gete#n mnagwero Bospacta (1-3 roga) npeobnagan COAC nerkow crenenm (MAI 0,8 + 0,3/4), Toraa
KaK B MoApOoCTKOBOM rpynne — Tskenon ctenedn (MAI 10,9 £ 9,4/4); cpeaHmi nokasaTtesb HachbILEeHUs] KPOBH KUC/I0PO-
Aom (Sp0,) cocrasun 87,5 + 10,6%, uHaekc pecatypaumm — 10,4 + 13,3/4. B yenom COAC Habnogancs y 58,8% peteit
M HapacTaJ/l ¢ yBeJIM4EHNEM CTEMNEHM TSKeCTH 6071e3HNU. TaknM 06pa3oM, NPOoBEAEHNE KapAMOPeCMpaTopHOro MOHUTOPUH-
ra sBsieTcs He06X0AMMbIM /151 BbISIBJEHUS IETEN CO CPEAHETSKEbIM M TsxKenbiM TeyeHne COAC ¢ nocneaytoLen npopu-
JIaKTUKOM KM3HEYTPOXKatoLLMX COCTOSIHMI, BO3HUKHOBEHME KOTOPbIX BO3MOXHO pu 3TOM CUHAPOME.

Knro4yeBble cnoBa: CvHAPOM OOGCTPYKTMBHOIO arHod BO CHE, CMHAPOM XaHTepa, KapAMOpecrnupaTopHbI MOHUTOPUHI,
aetu.

(Meanatpuydeckas papmaxkonorus. 2013; 10 (6): 76-81)

BBEAEHUE

CuvHApOM OOGCTPYKTMBHOIO amnHo3/rmrornHo3 CHa
(COAC) — poBOnbHO pacnpocTpaHeHHas ¢opMa HapyLle-
HWMA HOYHOrO AbIXaHWS Y MaUMEHTOB C MyKoMnosucaxapu-
[o3amu (rpynna nM3o3oMalbHbix 60/1€3HEeN HaKoMneHus,
pa3BuBaeTCA BCNEACTBME BPOXAEHHOW HeaoCTaTOYHO-
CTM GEepMEeHTOB, KaTanu3UpylOLKX Aerpajaunio nKo-
3aMMUHOMMKKaHoB). Mykononucaxapuao3 Il Tuna (cuHA-

pom XaHTepa) 9BASeTCA KpawHe peakon natosiornen
(X-cuenneHHbI peLeccuBHbLIN TUM Hace4oBaHUS) C 4acTo-
ToM BcTpeyaemocTn 0,3-0,71 Ha 100000 KnBbIX HOBO-
poxaeHHbIX [1]. BpoxXaeHHbIn geduumnT nn3ocomMasnbHOro
depmeHTa nagypoHat-2-cynbdatasdbl NPUBOAUT K aKKyMy-
NIAUMN TIMKO3aMUWHOIMIMKAHOB (AepmaTaH cynbdar, rena-
paH cynbdaT) ¢ NPOrpeccupyrowMm MyabTUOPraHHbIM
nopaxeHuem.
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Obstructive Sleep Apnea Syndrome in Children with Type i
Mucopolysaccharidosis (Hunter Syndrome)

17 children received cardiorespiratory monitoring in order to evaluate spread and dynamics of changes in the primary obstructive
sleep apnea syndrome (OSAS) parameters at type Il mucopolysaccharidosis. Mild OSAS [apnea/hypopnea index (AHI) — 1.5-5] was
diagnosed in 4 patients (23.5%), moderate OSAS (AHI — 5-10) — in 4 patients (23.5%), severe OSAS (AHI > 10) — in 2 patients (11.8%).
Average AHI at Hunter syndrome was 5.3 £ 6.9/hour. Mild OSAS (AHI — 0.8 + 0.3/hour) was prevalent in the group of younger children
(1-3 years of age); severe OSAS was prevalent in the group of adolescents (AHI — 10.9 £ 9.4/hour); average blood oxygen saturation
(Sp0,) was 87.5 + 10.6%, desaturation index — 10.4 + 13.3/hour. In total, OSAS was observed in 58.8% of children and aggravated in
direct proportion to aggravation of the disease course. Thus, cardiorespiratory monitoring is necessary to reveal children with moderate
and severe OSAS course with subsequent prevention of life-threatening conditions, which may appear at this syndrome.

Key words: obstructive sleep apnea syndrome, Hunter syndrome, cardiorespiratory monitoring, children.

(Pediatricheskaya farmakologiya — Pediatric pharmacology. 2013; 10 (6): 76-81)



MNepBble cMMNTOMbI 60/1E3HU MaHUDECTUPYIOT Nocne nep-
BOrO rofja XM3HW 1 BK/IOYAIOT YacTble pecnmpaTopHble BUPYC-
Hble WHQEKUUWU, peunavBupylOLLIMEe OTUTbI, PUHWUTBI, abmo-
MUWHanbHbIE TPbIXKK. B BO3pacTe cTapwe 2 net nosBnsioTcs
yTONLEHWe HOo3apew, ryd, Makpornoccus, 3ajepyKka pocra.
YactbiMK npu3Hakamu 60ne3HN ABNAIOTCA MakpoLedanus,
KOpPOTKME Wwesa U TynoBuue. JInuo pebeHka npuobpeTaet
rpybble 4epTobl (raprounusm). B 3—4 roga passuBatoTcs Hapy-
LWEeHUsT KOOPAMHALMW [OBWXKEHUW, U3MeEHsieTcs noBeaeHue,
nosiIBNSIETCA arpeccuBHOCTb. B 6onee crapwem Bo3pacTe
BO3HMKAOT ryXxoTa, TYronoABWUKHOCTb CYyCTaBOB, KOHTPaKTY-
pbl KPYMHbBIX U MENIKUX CyCTaBOB, OOHApPYXMBAOTCH aTUMNuUY-
HbIH MUIMEHTHbIA PETUHWT, MOMYTHEHWE POroBuLbl [2-4].
Mpoponxatoweecs HaKoMJeHWe T[NMKO3aMUHOMIMKAHOB B
KNeTKax BeAEeT K MOPaMEHUIO XM3HEHHO BaXKHbIX OpraHoB
N NPOrpeccupylolleMy YXyAWEHUIO MX GYHKLWW: PasBUTUIO
BTOPUYHOW KapauoMMONaTumn, HeAOCTAaTOYHOCTU MUTPANbHOMo
M aopTanbHOro KanaHoB W/Win UX CTeHO3Y; renatocrnjieHomMe-
ranunv; 3afeprKe ncuxopevyeBoro pasBuTUA C nocieayloLen
YMCTBEHHOW OTCTanoCTbiO; BO3HUKHOBEHMUIO OBGCTPYKTUBHbIX
3abo0sieBaHUI AbIxaTeNbHbIX NyTen (B T. Y. CUHAPOMa O6CTPYK-
TUBHOIO anHo3 BO CHE, 4YeMy Cnoco6CTBYIOT rMnepTpodus
MWHAQNWH WM afeHOMOOB, CYXEHWe MNpocBeTa Tpaxewu, Tpa-
Xxeomansauus, yTonweHne ronocoBbiX CBA30K, MaKpPOrioCcCus).
CKOpOCTb U CTENEeHb Nporpeccun Bapbmpytot [5-71].

BbligensaioT gse GopmMbl 601€3HU — JIETKYI0 U TSXENylo.
Mpu Taxenon Gopme BblpaKeHbl BCE CUMMTOMbI C NyOGOKUM
HapylEHNEM KOTHUTUBHbBIX U YMCTBEHHbIX QYHKLWI; CMEepPTb
HacTynaeT BO BTOPOW JeKaje XU3HU. B cnydae nerkon ¢op-
Mbl BO3MOXEH MO34HWM Le6loT 60/1e3HU B MOLPOCTKOBOM
BO3pacTe, YMCTBEHHas OTCTaNoCTb BblparKeHa He3HauuTe b-
HO WNK OTCYTCTBYET, 60/bHble HepeaKo foxuBatoT fo 30 neT.

[o HacTosiero BpeMeHu onybanMKoBaHbl HEMHOMO4YMC-
JIEHHbIE JaHHble 0 pacnpocTpaHeHHocTH u Tsectn COAC npum
MyKononucaxapmaosax [8]. MonucomHorpadpus pekomeHao-
BaHa O/19 OLEHKM COCTOSIHUA MNaLMeHTOB C MyKornoJsiMcaxa-
puao3om | TMna u BKJOYEHa B KavyecTBe OCHOBHOIMO KpuTe-
pusa onpeaeneHna 3pdOEKTUBHOCTM depMeHTO3aMeLlatolen
Tepanun (P3T) npu mykononucaxapugose | tuna [9, 10].
OpaHaKo, pacnpocTpaHeHHOCTb M ocobeHHocTH TedeHns COAC
y [eTen c¢ MyKononucaxapuosoM Il TMna go Hacrtoswero
BPEMEHM M3Yy4eHbl KpalHe HeaocTaTo4yHO. TeM He MeHee,
HaKonneHHble 3a nocnegHue 10 neT jaHHble CBUAETENIbCTBY-
0T O TOM, YTO OGCTPYKTMBHOE anHO3 CHa yBENYMBAET PUCK
CMEPTHOCTU OT CEPAEYHO-COCYANCTbIX OCIIOXKHEHUN U MOXET
ABNATbCA HE3aBUCUMbIM (GAKTOPOM PUCKa BHE3anHoM cep-
AEYHOM CMEPTU y 9TOM rpynnbl nauneHTos [11-13].

Llenbto Hawero uccnefosBaHus 6bI10 onpegeneHune pac-
npoctpaHeHHocTM COAC 1 AMHAMWKKM M3MEHEHWUIN ero Tede-
HWUA B 3@aBUCUMMOCTM OT TSIKECTU MOParKEHUS pPasnnyHbIX
OpraHoB y AeTen ¢ myKononucaxapuaosom Il tuna.

NMALIMEHTbI U METOAbI

B vuccnepoBaHue BKkaoYeHo 17 aeten ot 1,5 go 15 net
(Manb4mKK; cpeaHu Bospact 12,5 £ 3,9 roga), NpoxoauB-
KX nnaHoBoe obcnegoBaHne u nedeHne B HUM npodu-
NIaKTUYECKOW negnaTtpum M BOCCTAHOBUTENIbHON MeaWLMHbI
OreY «HU3A» PAMH ¢ 2009 no 2012 r. CuHapom XaHTepa
nposBaancs nerkon dopmon y 7 aeten, Taxenon — y 10.
Pacnpepenexnve no gopmam nNpoBOANSIOCE B COOTBETCTBUM
C HaM4ymneMm uiu OTCYTCTBMEM COXPAHHOCTU MHTENNEKTA.

Ha MOMeHT uccnefoBaHUA M3MEHEHUS CO CTOPOHbI
Cceplle4YHO-CoCyaMCTON CUCTEMbl B BWAE HEOOCTaTOYHOCTU
KnanaHHOro annapata cepjua 6bliM AMarHOCTUPOBaHbI
y 5 n3 7 geten ¢ nerkon ¢dopmon [75% naumeHToB ¢ Heao-
cTaTo4HOCTbiO KpoBoo6pauweHuns (HK) 1], n y Bcex 10 ageten
c Taxenon dopmon 6one3Hn (60% nauneHtoB ¢ HKII).
OTcyTCTBME WU NlerKas CcTeneHb AblXxaTellbHbIX PacCTPOMCTB

Ta6nuua 1. KnnHuyecKkasn xapaKTepucTUKa NIErKOM U TSXKeNnon
$opM cuHApPOMa XaHTepa y 06¢cneoBaHHbIX AeTen

TepaneBTHYeCKHe KnuHuyeckue popmbl
napameTpbl Nerkas (n = 7) | Taxenas (n = 10)

1-3ropa 5 -
4-7 net 1

> 7 net 1 4
ncee 5 10
HKO - -
HKI 4 4
HKII 1 6
[pixaTenbHble paccTponcTea 5 9
OtcytcTBME 2 1
Nerkas 2 2
CpegHssa 3 3
Taxenas - 4
Mneptpodus ageHomaos 4 5

MpnmeyvaHmne. NCCC — M3MeHEHUs cepAEYHO-COCYANCTON CUCTEMDI,
HK — HepocTaTo4HOCTb KPOBOOGPALLEHNS.

BbISIBAI€HbI Y PAaBHOr0 YMcna 60MbHbIX (25 1 25%, cooTBeT-
CTBEHHO) ¢ nerkon dopmon. MNpu Taxkenon d¢opme yctaHoBe-
HO Npeo6nagaHne CPeHETAKENbIX U TAXKENbIX AbIXaTeNbHbIX
pacctponcTs (33,3 u 44,4%, cCOOTBETCTBEHHO). [MnepTpodusa
aAeHona0B onpeaensnach y Kaxaoro BTOPOro nauueHTa Kak
C TSXKENIONn, TaK U nerkon Gopmon 601e3HU.

KnuHuyeckas xapaKTepucTuKa Nerkon u Taxenon Gopm
MyKonosimcaxapmgosa Il Tuna y o6cnegoBaHHbIX NaUMeHToB
npeactaBneHa B 1abn. 1.

lMomMmnmo 06LLENPUHATLIX METOLOB MCCNEA0BaHNS (BKIOYas
OKI, 9XO-KI, KoHcynbTaumto JIOP-Bpaya) BceM AETIM MPOBO-
ANNCS KapAMPECTMPATOPHbIA MOHUTOPUHT JHEBHOIO M HOYHOMO
CHa C MUCMONb30BaHWEM NOIMCOMHOrpaduyYecKoro KomnieKkca
Embla N7000, a TakKe NnopTaTMBHOIO KapaMopecnmnpaTtopHoro
npubopa Apnealink n nynbcokcnumetpa MIROXi.

OcHOBHble KapauopecnupaTopHble NoKa3aTenu

[NS OUEHKM TAXKECTU [bIxaTeslbHbIX HapylleHWn B Teye-
HWe CHa HaMK UCMNOb30BaNUCh creaytoLie OCHOBHbIE MOHS-
TUSi MOHUTOPWHIA HOYHOTO CHa:

1) anHoO3 — OCTaHOBKa AblXaHUS C MOJSIHbIM NPeKpaLleHneM
NOTOKa BO3AyXa B AblxaTenbHbIX NyTax He MeHee 10 c;

2) TUMNOMNHO3 — YMEeHbLUEeHWe NOToKa AblxaHus Ha 50% unu
6onee, COMPOBOXAAIOWEECH MOHUMKEHUEM HaCbIWEHUS
KpoBu Kucnoponom Ha 4% u 6onee;

3) MHAEKC anHO3/rMnonHo3 — YMCI0 3NM3040B 3HAYMMOTrO
anHo3/runomnHos B TedeHune 1 4 cHa;

4) vHAeKc pecaTtypauMn — YUCNO 3MU30L0B CHUKEHMS
HacbILLEHNUS OKCUremornobuvHa KpoBU KUCIOPOAOM
6onee 4eM Ha 4%, CBA3aHHbIX C 3MM304aMu1 PacCTPONCTB
OblXxaHusa 3a 1 4 cHa.

CreneHb Taxectn COAC oueHvBanacb MO WHAOEKCY
anHoa/rmnonHos (MAl). Bblaensanucb TpW CTEMEHU THAXKECTU
COAC: nerkass dopma npu MAI 1,5-5/4, ymepeHHaa dopma
npu NAT 5-10/4 n Taxkenasa dopma npu UAT 6onee 10/4 [14].

PE3VYJIbTATbI

Mokaszatenun WNAT, HacbllLeHna KpoBu KucnopohoM (Sp0,),
nHAaeKca aecatypaumun (M) 6binm n3ydeHol y 17 geten ¢ MyKo-
nonucaxapungosom Il tuna (cuHapom XaHTtepa). CuHAPOM
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06CTPYKTMBHOIO anHoa Bo cHe (MAl > 1,5) anarHoctupoBaH
B 10 cnyyasx (58,8%): nerkown crtenenun (MAI 1,5-5) —
y 4 naumneHToB (23,5%), cpeaHen Taxectn (MAI 5-10) —
y 4 (23,5%), Taxenon (MAl > 10) —y 2 (11,8%). CpefHui noka-
3atenb VAT npu cuHapome XaHTepa coctaBun 5,3 + 6,9/u.
COAC otcytctBoBan y 7 aeten (41,2%). CpeaHee 3HavyeHue
WHAeKca Macebl Tena (MMT) — 19,6 + 3,6 kr/m?2 (12,9-28,2).
CpeaHui NoKasaresb HacblWeHUs KPoBK KucnoponoM (Sp0,)
coctaBun 87,5 £ 10,6%, N — 10,4 + 13,3/4; 4ucno naune-
ToB € Sp0, < 95% — 76,4% (13 peten).

Y neten B Bo3pacTe ot 1 roaa ao 3 net COAC otcytcTBOBAI.
B rpynne geten ot 4 go 7 net npeobnaganu naumeHTbl ¢ ner-
Kon cteneHbto COAC (43%, 3 u3 7). B rpynne geten ctapuwe
7 net cpefHasa Tskectb COAC BbisiBneHa B 60% (y 3 u3s 5),
TaXenas creneHb — B 40% cnydvaes (y 2 U3 5; 1abn. 2).

CpegHue 3Havyenunsa MAT B rpynne aeten craplue 7 net —
10,9 + 9,4 /4 — pocToBepHO npeBbicunn (p < 0,05) cpeaHui
nokasatenb WAl mnaawen Bo3pacTHom rpynnel (1-3 rona) —
0,8 £ 0,3/4. B powKonbHowm rpynne (4—7 neT) cpeaHui noka-
3atenb UAT coctaBun 4,3 + 4,8/4 (cM. Tabn. 2).

He 6b1710 HanaeHO AOCTOBEPHbBIX PA3/IMUYNUN MEXAY CPea-
HUMUK 3Ha4YeHnamMun SpO, 1 CpeiHUM YUCIIOM 3MNU30A0B CHU-
YEHWA HacbIWEHUA OKCUremornobuHa KpoBU KMCIOPOAOM,
MO B AaHHbIX BO3pacTHbIx rpynnax (taén. 3). MNpu 3atom
cpeaHue nokazatenu SpO, BO BCex BO3PACTHbIX rpynnax

Obinn HUKe 95% (1-3 roga — 92,0 = 5,4%; 4—7 net —
89,2 + 4,7%; > 7 neT — 80,6 £ 17,3%).

CpenHune nokasatenu WAl y geten ¢ NErkom u Tsxe-
non dopmamu cuHapomMa XaHtepa coctaBuan 1,9 £ 1,9/4
n7,6+8,1/4, 6€3 JOCTOBEPHbLIX PA3IMyni MEXIY rpynnamu
(p > 0,05; Tabn. 4). Tem He MeHee Heo6X0aAMMO OTMETUTD,
4TO B Fpynne Aeten ¢ n1erkon popmor 601e3HU npeobnaganm
naumeHTbl ¢ otcytctBueM COAC (57,1%; 4 n3 7), a Npu Taxxe-
non popme naumeHtbl ¢ COAC cpeaHen 1 TAXKENOoN CTENEHU
(30%, 3 n3 10; 40%, 4 n3 10, COOTBETCTBEHHO; CM. Tab. 4).

CpefHne nokasatenn SpO, (nerkas ¢opma —
91,2 + 4,7%, Taxkenaa dopma — 89,2 + 4,7%) n N[, (nerkas
dopma — 4,3 £ 3,9/4, Tshkenas ¢opma — 89,2 £ 4,7/4)
TaKXe [OCTOBEPHO He pasauyanucb Mexay rpynna-
MU OEeTEN C NErKMMKU U TaKenbiMu dopMamu cuHapoma
XaHTepa (1abn. 5). MNopaBngioliee Yucno nauneHToB obe-
Ux rpynn nokasoiBann SpO, Huxe 95% (nerkas dopma
y 71,4%, 5 u3 7; Taxkenas dopma y 80%, 8 na 10).

Mbl onpepenunn cpegHue nokasartenu WAIL SpO,, WA y
[IeTeN C PasnnyYHbIM NOPaXKeHWeM TpaxeobpPOHXMaNbHOro aepe-
Ba (Tabn. 6, 7). COAC otcyrctBOBan y BCex feTen 6e3 Abixa-
Te/bHbIX PacCTPOMCTB. B rpynne fgeten ¢ Nerkom CTeneHblo
[blXxaTeNbHbIX PacCTPONCTB OTMEYanocb PaBHOE KOIMYECTBO
nauneHtoB ¢ otcytctBuem COAC (50%, 2 u3 4) u nerkon cre-
neHbto COAC (50%, 2 n3 4). B rpynne geten ¢ gbixatefbHbIMK

Ta6nuua 2. YpoBHU UHAEKca anHo3/rnnonHoa (MAlN) y aetew pasHbiXx BO3pacTHbIX FPynn ¢ Mykononvcaxapuaosom Il Tuna

3HauyeHue UAT 1-3 roga (n=5) 4-7ner(n=17) > 7 net (n =5) p
nres s e by <oos
OT L ' k ' ' pg > 0,05

Hopma, % 100 29,0 - -

He3HaunTenbHO Bbillie HOPMbI, % - 43,0 20,0 -

YMepeHHo Bhbille HopMbl, % - 14,0 60,0 -

3Ha4YnTeNbHO Bbllle HOPMbI, % - 14,0 20,0 -

lpumevaHne. A — 3HaYeHUs p NPU CpaBHEHUU NaLMEHTOB MNajLWen BO3PacTHOM rpynnbl ¢ NaLUeHTamMmun AOLWKOAbHOM rpynnbl;
B — 3HayeHus p Npu cpaBHEHMU NALMEHTOB MNajLWen BO3PacTHOM rpynnbl ¢ NauneHTamu ctaplue 7 net; C — 3HavyeHus p Npu cpaBHEHUH

nauneHToB AOLIKOBHOWM rpymnbl C NauMeHTaMu cTaplie 7 net.

Ta6auua 3. YposHu Sp0O, (%), nHaeKca aecatypauun (M) y aeten pasHbix BO3PaCTHbLIX rpynn ¢ MyKononucaxapuaosom Il tuna

CpepHee 3Ha4yeHue 1-3ropa (n=5) 4-Tner(n=17) > 7 net (n =5) p
Spo 92,0+5,4 89,2+4,7 80,6 17,3 Pa> 8182
Pe2 (84,0-97,6) (85,5-97,0) (51,0-92,0) ZB 20,05
C ’
ua 50+4,5 13,8+18,2 10,8+ 11,4 zA - gvgg
—_ _ _ B ’
(0,1-10,5) (0,0-43,0) (3,0-30,7) po> 005

lpumedaHne. A — 3HaYeHUs p NPU CpaBHEHUU NaLMEHTOB MAajLWen BO3PacTHOM rpynmbl ¢ NaLUeHTamMmmn AOLWKOAbHOM rpynnbl;
B — 3HayeHus p Npu cpaBHEHUU NALMEHTOB MNajLEeNn BO3PacTHOM rpynnbl ¢ NauneHTamu ctaplue 7 net; C — 3HavyeHus p Npu cpaBHEHUH

nauneHToB AOLIKONbHOM rpymnbl ¢ NauMeHTaMu cTaplie 7 net.

Ta6nuua 4. YpoBHU MHAEKCa anHO3/runonHoa (MAl) y aetein ¢ nerkom u tsxenon ¢opmamun mykononucaxapugosa ll una

3HaveHue UAT JNerkas ¢dopma (n = 7) p Tsxkenas ¢opma (n = 10)
CpenHee 1,9+1,9(0,4-5,8) > 0,05 7,6 £8,1(0,0-27,5)
Hopwma, % 57,2 - 20,0
HesHaynTenbHO Bbile HOPMbI, % 23,5 - 10,0
YMepeHHOo Bbile HoOpMbI, % 14,3 - 30,0
3Ha4nTeNbHO BbilWe HOPMbI, % 28,5 - 40,0




paccTporcTBamu cpegHen Taxectn 50% aeten BbISBASAN yMe-

peHHyto cteneHb COAC (50%, 3 n3 6), Torfa Kak cpeaun aeten

C TSHKENbIMW [bIXaTeNbHbIMW PaCcCTPOMCTBaMM HabMoAanoChb o
50% naumneHToB (2 n3 4) ¢ COAC nerxkow creneHmu.
CpeaHrue nokasatenu SpO, okono 95% HabnoaanuCh NnLlb °
B rpynne [JeTer C OTCYTCTBMEM [bIXaTesIbHbIX PacCTPOWUCTB
(95,2 £ 3,6%), B ocTanbHbIX rpynnax oHn coctaBmnn 91,5 £ 2,9;
88,7+ 4,7; 76,0 £ 17,1% (nerkas, cpeaHas v Taxenas cTeneHb
AbIxaTeNlbHblX PacCTPOMCTB, COOTBETCTBEHHO; CM. Tabn. 7).
CpepHue 3HaveHuns WU/ noBblilWannch No Mepe HapacTaHus cTe-
NEeHW TAXECTU AbIXaTeNIbHbIX PACCTPOMCTB (CM. Tabn. 7).

Hawwu nccnegosaHus nokasanu AOCTOBEPHbIE pa3nnyns
(p < 0,05; Tabn. 8):
mexay nokasarensamu UAT, SpO, B rpynnax AeTen ¢ oTCyT-
CTBUEM W CPEAHEN TAKECTbIO [AbIXaTe/lbHbIX PACCTPOMCTB;
Mexay nokasatenamu U/ B rpynnax geten ¢ oTCyTCTBU-
€M W JIerKoW CTEerneHblo [AblXxaTe/ibHbIX PaCCTPOMUCTB,
OTCYTCTBMEM W CpedHEen TAKECTblo AblXxaTeNbHbIX pac-
CTPOMCTB, OTCYTCTBMEM M TAXENIOM CTENEHbIO AblXaTelb-
HbIX PacCTPOMCTB (cpeaHee 3HayveHne WU 0,6 + 0,8/y;
25+ 12/4; 7,3 £ 29/4; 30,2 £ 14,2/4, cooTBeET-

CTBEHHO).

Ta6nmua 5. YposHu Sp0, (%) y fieTei ¢ ierkon u Tsxenon ¢opmammn Mykononucaxapuaosa ll tuna

CpepHee 3Ha4YeHue Nerkasa ¢dopma (n = 7) p Taxkenaa ¢opma (n = 10)
Sp0, 91,2 + 4,7 (84,0-97,6) > 0,05 85,0 £13,0(51,0-97,0)
na 4,3+3,9(0,1-10,5) > 0,05 14,6 £ 16,0 (0,0-43,0)

Ta6nuua 6. YpOBHU MHAEKCa anHO3/r1MnonHo3 (MAl) B 3aBMCUMOCTH OT CTENEHW TAXKECTU [bIXaTeNbHbIX PACCTPOMCTB U NPU UX OTCYTCTBUM

y AeTen ¢ MyKononucaxapuaosom Il tuna

3HauyeHue UAT Hopwma (n = 3) Nerkas (n = 4) CpepHsas (n = 6) Taxkenasn (n = 4)
CpegnHee 0,9%0,3(0,6-1,3) 2,1+£2,0(0,0-4,4) 6,2+4,.8(0,4-13,3) | 10,4 +£11,9(2,2-27,5)
Hopwma, % 100 50 33,3 -
HesHauyuTenbHo Bbilwe HopMbl, % - 50 - 50
YMepPEHHO BblIlle HOPMbI, % - - 50,0 25
3Ha4uTeNbHO Bbilie HOPMbI, % - - 16,7 25

Ta6nuua 7. YposHu SpO, (%), MHaekca gecatypaumu (M) B 3aBUCUMOCTHM OT CTEMEHN TAXECTHU AbIXaTe/bHbIX PACCTPOUCTB U NMPU 1X

OTCYTCTBUM Y AieTew ¢ MyKononucaxapuao3om Il Tuna

CpeaHee 3Ha4YeHue

Hopwma (n = 3)

Nerkas (n = 4)

CpepHss (n = 6)

Tsaxkenasa (n = 4)

Sp0,

95,2 + 3,6 (91,0-97,6)

91,5+ 2,9(88,0-95,0)

88,7 + 4,7 (84,0-96,6)

76,0 +£17,1(51,0-88,0)

na

0,6 +£0,8(0,0-1,6)

25+1,2(1,4-95,0)

7,3+29(3,2-10,5)

30,2 +14,2(10,2-43,0)

Ta6nuua 8. CpaBHeHKe noKasatesiei MHAaeKca anHoa/runonHos (UAR), SpO, (%), nHaekca aecatypauunu (M) B 3aBUCUMOCTH OT CTEMNEHM
TSKECTU AbIXaTeNbHbIX PACCTPOWMCTB U NPU UX OTCYTCTBUM Y AeTel ¢ MyKononucaxapvgosom Il Tuna

NMokasartenb

Hopma Jlerkas

CpepHas Taxkenasa

p

NAr

09+0,3 21+20

6,2+4:8 10,4 +£11,9

pa> 0,05
pg < 0,05
pc > 0,05
pp > 0,05
pg > 0,05
pg > 0,05

SpO2

95,2+ 3,6

91,5+29

88,7+4,7 76,0+17,1

pp > 0,05
pg < 0,05
pc > 0,05
pp > 0,05
pg > 0,05
pg > 0,05

na

06+0,8 25+12

7,3%£29 30,2 +14,2

pp<0,05
pg < 0,05
pc < 0,05
pp > 0,05
pg > 0,05
pg > 0,05

lMpumevaHne. A — 3Ha4YeHUs p NPU CpaBHEHUU FPYNN NALUEHTOB C OTCYTCTBMEM U NIEFKON CTEMEHbIO AblXaTebHbIX PAcCTPOWCTB;

B — 3Ha4yeHus p npu cpaBHEHUK rpynn NauneHToOB C OTCYTCTBMEM U CPEAHEN CTENEHbIO AblXaTesbHbIX PaccTponcTs; C — 3HaYeHusa p

Npv CpaBHEHUM TPYMN NaLUEHTOB C OTCYTCTBUEM U TAXKENON CTEMEHbIO AblXaTesbHbIX PAcCTPOMCTB; D — 3Ha4YeHus p Npu cpaBHEHWUM rpynn
NaLWUeHTOB C IEFKOM U CpefiHew CTEeMNEHbIO AbIxaTeNbHbIX PACCTPONCTB; E — 3Ha4YeHUs p Npu CpaBHEHUW IPynn NaLMEHTOB C NIErKomn

N TAXENON CTENEHbIO AblXaTesbHbIX PAcCTPOWCTB; F — 3Ha4YeHns p Npu cpaBHEHUU rPyNn NaLUEHTOB CO CPEAHETAKENON U TAXENOM
CTeNeHbIo AblXaTesbHbIX PacCTPOVCTB.
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PepKkue 6onesuHu

Hamu u3yyeHO BAUSAHME TrUMNepTpoduM afeHoUaoB Ha
noxkazatenu WAI, Sp0,, N[ y neten ¢ cuHapomom XaHTepa.
COAC BbisiBneH B 5 13 9 cnyyaes (55,6%) y neten ¢ runep-
Tpodmen aaeHoWaoB: NErkon creneHn — y 2 nauueHToB
(22,2%), cpeoHen TaecTn — y 2 (22,2%), Txenblh —
y 1 (11,1%) (tabn. 9). COAC otcytrctBoBan y 4 u3 9 geten
c runeptpoduen ageHonaos (44,5%). CpeaHui noKasatesnb
WMATI B rpynne coctaBun 6,7 = 9,0/4 (cm. Tab. 9).

COAC otcytctBoBan y 37,5% petent (3 u3 8) 6e3 runep-
Tpodmn ageHoMaoB; paBHOE Yncno geten (no 25%, no 2 us 8)
UMenu nerkyto n cpegHioto Tsxectb COAC; cpeaHMI NoKkasa-
Tenb VAT B atom rpynne — 3,9 = 4,4 /4 (cm. Tabn. 9). Takxke
Obinn onpeaeneHbl cpeaHue 3HavyeHnusa SpO,, N[ B Kax-
non rpynne: 89,3 £ 48% un 13,4 £ 145/4; 85,6 £ 15,0%
n 7,0+ 10,1/4 (c/6e3 runeptpodun ageHongoB, COOTBET-
CTBEHHO; Tabn. 10).

CpaBHeHWe cpefHUx nokasatenen WAL, SpO,, U He
BbIIBUIO BAUSIHWE TMNepTpodMM afeHOMAOB Ha CTeneHb
BblparkeHHocT COAC (MpUBAU3UTENBHO pPaBHbIM MPOLEHT

Nnerkon, cpeaHen un taxenon ctenedn COAC mexay rpynna-
MU), LOCTOBEPHbIX pa3nnyui nokasartenen SpO, n U mexay
rpynnamu Takxe He HangeHo (p > 0,05; cm. Taén. 10).

Hanunuune HKI wnnn lIA (npu conyTcTBYIOLEN Tepanuu)
He nNpUBOAMNO K HapacTaHuio Taxectu COAC (cpeaHee
3HavyeHne MAI npu HKI — 6,2 £ 9,2/4, npu HKIIA —
4,6 + 4,7/4), cHmxeHuo SpO, (cpefHee 3HavyeHne SpO, npu
HKI — 84,5 + 14,6%, npu HKIA — 89,3 + 4,3%), noBbl-
weHwuio NI (cpegHee 3HadveHne U npu HKI — 9,3 £ 9,2/y,
HKIIA — 13,8 £ 18,2/4) y AeTeN cO BTOPUHHON KapanOMMo-
natuen (tabn. 11, 12).

Ha MOMeHT nepBOro uccnegoBaHus 4YeTBEpPO AeTen C
CUMHAPOMOM XaHTepa nonydyanu GepMeHTO3aMeCcTUTENbHYIO
Tepanuio B TedeHne 7-12 mec, (npenapat dnanpasa, Shire
Human Genetic Therapies, Inc., CLUA), y 13 geten nepsoe
uccnegoBaHve NpoBOAWMNOCh A0 Hadvana P3T: LOCTOBEPHbIX
pasnuunin UAT, SpO,, NI mexay rpynnamuv He noayvyeHo
(p > 0,05), 4TO MOXXHO OGBSACHUTb HEAOCTATOYHOM ANUTENb-
HocTblo P3T (Tabn. 13).

Ta6nuua 9. YpoBHU UHAEKca anHo3/rnnonHoa (MAlN) B 3aBUCMMOCTM OT HaNU4YMs UK OTCYTCTBUSA rMNepTpobumn aeHonaoB y aeTen

C MyKononucaxapuaosom Il Tuna

3HavyeHue UAT OtcytcTBUe runeptpodum (n = 8) p Tuneptpodua 2-3-i cteneHu (n = 9)
CpenHee 3,9+4,4(0,0-27,5) > 0,05 6,7 +9,0(0,4-13,3)
Hopwma, % 37,5 - 44,5
HesHaynTenbHO Bbile HOPMbI, % 25,0 - 22,2
YMepeHHo Bbillie HopMbl, % 25,0 - 22,2
3Ha4nTeNbHO BbilWE HOPMbI, % 12,5 - 11,1

Ta6nuua 10. YposHu SpO, (%), MHAeKca fecaTypaumu (M) B 3aBUCUMMOCTH OT HaSIMHUA UM OTCYTCTBUA TMNepTPpodUM afeHon4oB y feTen

¢ MyKononucaxapugosom Il tuna

CpeaHee 3Ha4YeHue OTtcyTcTBUE runepTpodun (n = 8) p Munetpodusa 2-3-i cteneHu (n = 9)
Spo, 85,6 £ 15,0 (51,0-97,6) > 0,05 89,3 + 4,8 (84,0-97,0)
na 7,0+10,1(0,2-30,7) > 0,05 13,4 £ 14,5 (0,0-43,0)

Ta6nuua 11. YpoBHM MHAEKCA anHo3/rMnonHo3a (MAI) npu HanMyYnmn BTOPUYHOM KapaMoMuonaTuu y aeten ¢ mykononaucaxapugosom Il tuna

3HaueHnue UAT HKI (n = 8) HKIIA (n = 7)
CpegHee 6,2 +9,2(0,0-27,5) 4,6 +4,7(06-13,3)
Hopwma, % 50,0 28,6
HesHaynTenbHO Bbile HOPMbI, % 12,5 42,8
YMepeHHo Bbille HopMbl, % 25,0 14,3
3Ha4nTeNbHO BbilWE HOPMbI, % 12,5 14,3

lMpumevaHune. HK — HeaoCcTaToO4HOCTb KpOBOOGpPalLEHHUS.

Ta6nunua 12. YposHu Sp0O, (%), nHaeKca aecatypauuu (M) npu HannynMm BTOPUHHON KapAMoOMUONaTUmK y ieTei ¢ MyKkononucaxapuaosom Il tuna

CpepaHee 3HaYeHue HKI (n = 8) HKIIA (n = 7)
Sp0, 84,5+ 14,6 (51,0-96,6) 89,3+ 4,3(85,6-97,0)
na 9,3+9,2(1,0-30,7) 13,8 £18,2(0,1-43,0)

Ta6nuua 13. CpaBHeHUWe NoKasaresnen nHaekca anHoa,/runonHos (MAN), SpO,, nHaekca fecatypauuun (M; M £ ¢) y nauneHToB ¢ 601e3HbI0
XaHTepa Npu HanU4ymMm MK OTCYTCTBMU GEepMEeHTO3aMeCTUTENbHON TepanmMmM Ha MOMEHT NePBOro UccneaoBaHms

Tepanusa WUAT Sp0, ua
Tepanus «+», n =13 6,2+75 85,7+11,5 12,4+ 14,5
p > 0,05 > 0,05 > 0,05
Tepanus «+», n = 4 (7-12 mec) 22+16 93,4 +4,2 3,90+ 3,9




[OBym petam c Tsaxenoun ¢opmon cuHapomMa XaHTepa
6bl1710 NPOBEAEHO NOBTOPHOE UCCefoBaHWe CNycTd ABa roaa
oT Havyana P3T. MNepBbl NaumeHT (9 neT Ha Havano mccne-
foBaHusa, B 11 netr — MNOBTOPHOE WUCCNefOBaHWE) MOKa-
3all 3HAYUTENbHYIO MONOXKUTENbHYIO AUHAMUKY U3MEHEHWUN
nokasatenen UAT, SpO,, N (go Havyana Tepanuun WAL 4,4,
SpO, 88%; yepes 2 roga — WNAT 0,6, Sp0O, 95,6%), y BTOpOro
nauuneHTa (6; 8 neT, COOTBETCTBEHHO) AMHAMMUKA HE Habno-
danacb Bcnegcteue otcytctBus COAC pgo/Ha doHe D3T
(no Havana Tepanun UAT 0,8, SpO, 97%; 4epes 2 roga —
MAT 0,0, SpO, 95%).

MonoxutenbHblt 3ddEKT GepmMeHTO3aMecTUTENbHON
Tepanuu 6bl1 NPOAEMOCTUPOBAH MpPWU MPOBEAEHUM TecTa
6-MUHYTHON X0[b0bl, @ TaKXe MpPU OLEHKE NEeroYHon QyHK-
UMW, YnydweHne nepeHoCUMMOCTM (DUIMYECKMX Harpy3oKk
4aCTUYHO CBSA3AHO C yNyyllEeHNEM AbiXxaTeNbHOM QYHKLUMK.

JleyeHune abixaTenbHbIX HApyLWeEHWA NPU HANUYMK pecnu-
paTopHOM MHOEKLUU BKIOYAET NPUMEHEHUE CTEPOUIHbIX
CPeACTB A/1 YMEHbLUEHUS cTeneHu BocnaneHus. [loctaToyHo
yacTo TpebyeTca npoBefeHue afeHO- W/WUNKU TOH3WUINIK-
TOMWUKU. B TsKenbix ciaydyasx MpoOBEeAeHWe 3TUX onepauum
HEBO3MOXHO W3-3a@ MOTEHLMaNbHbIX OC/NOXXHEHWW Mocne
aHecTe3un 1 XMpypruyeckoro BMellaTenbctaa [15].

HapyweHune abixaHUa BO CHe TAXeSIOM CTEMEHU MOXKHO
Nle4nTb NyTemM MPUMEHEHUS MOCTOAHHOIO MOJSIOXKUTENbHO-
ro gasneHus (continuous positive airway pressure, CPAP),
npu KOTOPOM BO3A4yX NOAAeTCs MO BbICOKMM AaB/IEHUEM,
C MCMNONb30BaHWMEM MacKu, NMpu 3TOM nNpeaoTBpallaeTcs
Konnanc AbixaTenbHblX NyTen BO BPeEMS BAOXa, yydllaeTcs
Ka4yecTBO CHa, YMeHbLUaeTCcs OfbllKa U HOpMaIN3yeTca KOH-
LIeHTpaLuus ra3oB KpoBu [16, 17].

3AK/TIOMEHUE

CUHAPOM OBCTPYKTUBHOMO anHO3 BO BPEMS CHa BbISIB-
neH 6onee 4yeM y MonoBUHbI nauueHToB (58,8%) ¢ MyKoO-
nonucaxapuao3om Il TMNa ¢ paBHbIM KOMMYECTBOM AETEN,
MMeLnX nerkoe u cpeaHetskenoe tedeHne COAC (23,5%),
MAl 5,3 £ 6,9/4. Hawwu gaHHble B 60/bLLIMHCTBE TOYEK Corna-
CYIOTCS C IaHHbIMW paHee Ony6/AMKOBaHHbIX MCCneaoBaHUm
S.E. Leighton u coaBT. [11], KOTOpble Habnwganu 6onee
Tsxenoe TedeHne COAC cpeam naUMeHTOB ¢ MyKononucaxa-
puaosom | Tuna.
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B rpynne geten mnaguwero Bo3pacta (1-3 roga) npeo6-
napgan COAC nerkown ctenenn (MAI 0,8 £ 0,3/4), Toraa Kak
B MNOAPOCTKOBOM rpynne — Tsxenon (MAM 10,9 = 9,4/4).
Yxyaowenue Tedenns COAC ¢ Bo3pacTom, BO3MOXHO, CBA3aHO
C nporpeccuMpoBaHneM caMom 60/1e3HWU, KOTOPOE MOXKET BbiTb
06yCcnoBNeHo 60/bLIMM KONMYECTBOM GaKTOPOB, BKIOYas
pacnpocTpaHeHWe OTIIOKEHUS AENO3UTOB MMKO3aMUHOMNKa-
HOB B C/IM3UCTOM 060/104Ke TpaxeobpoHXManbHOro Aepesa.

CreneHb Tsxkectn COAC TakKe 3aBucena:

e oT dopMmbl 6onesHn (Npu nerkon dopme npeobnaganu
nauueHTbl ¢ otcytctBuem COAC — 57,2%, npu Tsxke-
non BoigBnsanca COAC cpeaHen M TAXenon creneHn —
30 1 40%, COOTBETCTBEHHO);

°  TAXKECTW AblXxaTeflbHbIX PAaCcCTPOWCTB (NMPW MX OTCYTCTBUM
COAC He onpepensancs, AT 0,9 + 0,3/4, npu cpeaHeTs-
*enbix pacctponctax BbiaBnanca COAC cpefHen Taxe-
ctn, AT 6,2 £ 4,8/4; p < 0,05).

MokaszaTen SpO, y pneTen C MyKononucaxapuio-
3oMm Il Tuna cocrtasun 87,5 £ 10,6% (4Mcno nauneToB C
SpO, < 95% — 76,4%), n1Lb B rpynne AeTen ¢ OTCYyTCTBUEM
[bIXaTeNbHbIX PACCTPOMCTB €ro cpefHee 3HavyeHue O6bllo
HopManbHbiM — 95,2 + 3,6%. B atoi e rpynne onpege-
NAnnucb MMHMManbHble 3HaveHns U4 — 0,6 + 0,8/4, gocro-
BEPHO pasnuyasicb ¢ M/ B rpynnax nauuMeHToB C NErKom,
cpedHen W TAXKeNon CTEMEHbI0 AblXaTeNbHbIX PacCTPONCTB
na25+1,2/4;7,3+2,9/4; 30,2 £ 14,2/4).

B Hawem wnccnegoBaHMKM MPoOrpeccust HeJoCTaTOYHOCTH
KpoBooO6palleHUs y AeTen co BTOPUYHOM KapAvOMMUoNaTu-
el BeNna K yMeHbLUIEHWIO Yncna AeTen ¢ OTCYTCTBMEM arnHO3
(MAT < 1,5 npu HKI — B 50% cny4aes, npu HKIIA — B 28,6%
cfy4aeB), HO He onpegensana pas3nnynin No YacToTe TAXKeNon
ctenenn COAC (MAT > 10 npu HKI — B 12,5% cnyyaes, npu
HKIIA — B 14,3% cny4aes).
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