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Pesiome

Cunapom IMpagnepa—Buiin (CI1B) — MyabTHCUCTEMHOE 3a00JIeBaHKE, KOTOPOE XapaKTepU3yeTcs HapylleHUEM Pa3BUTHUSI HEPBHOW CHUCTEMBbI
1 BBI3BAHO OTCYTCTBUEM DKCIIPECCUN YHACIEIOBAHHBIX OT OTIIA MMIIPUHTHHTOBBIX TEHOB, PACIIOJIOKEHHBIX Ha JUTMHHOM I1iede 15-if XxpoMOCOMBI
B obnactu ql11.2-q13.1. TTocneacreusimu CI1B gBig10TCS pa3BUTHE KOTHUTUBHBIX Y MOBEIEHYECKUX HAPYIIEHUI, TMTIoTalaMuyecKasi TucyHK-
LM, MOPaXeHNUEe SHIOKPUHHOM, CepleuyHO-COCYANUCTON, ONOPHO-ABUraTeIbHOM, AbixaTtesqbHOi 1 apyrux cucrem. CIIB saBisieTcss HanbGosee
4yacTo MPUUMHOI HacIeICTBEHHOTO oXupeHust. [TociencTBUeM 0XXUPEHNs] Y MaLIUEHTOB SIBJISIETCS] PAa3BUTHE CUHAPOMA OXKUPEHUSI-TUIIOBEHTHU -
JISILIMM, KOTOPBIN COMPOBOXIAETCS IbIXaTeJbHON HeJOCTaTOUYHOCTHIO. Lleblo paboThl sIBUIACh AEMOHCTpALMs KIMHUYECKOro HaOMIooeHUs 3a
TAlMEeHTKOM 28 JieT, 00paTUBIIEICS ¢ KITMHUYECKUMU MPOSIBICHUSIMU OCTPOI TUTIEpKAITHUYECKOM IbIXaTeIbHOW HEIOCTATOYHOCTH. 3aK/i0YeHue.
Ha ocHOBaHUM aHAMHECTUUYECKUX Y KIIMHUYECKUX TIPOSIBIIEHUI MallMeHTKe 1o100paHa pecrimpaTropHasi noajaepkka (HeMHBa3MBHAs BEHTUJISILIUS
sierkux). CBoeBpeMeHHasl TMarHOCTUKA U JIEYEHUE JbIXaTeJbHON HEJIOCTaTOUHOCTU MMEIOT BaXXHOE MPOTHOCTHYECKOe 3HaueHue (yJIydlleHue
KayecTBa U MPOAOJKUTEIBHOCTHU XKU3HU).

KnioueBble cioBa: cuHapoM IIpanepa—Buiuin, asixaresnbHas HEAOCTaTOYHOCTb, CHHIPOM OXUPEHUSI-TUITOBEHTWIISILIUM, CUHIIPOM OOCTPYKTUBHO-
IO alHO® CHA, HEMHBA3MBHAs! BEHTUJISILIUS JIETKUX.
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Abstract

Prader — Willi syndrome (PWS) is a rate multisystem disease caused by a developmental disorder of the nervous system. The syndrome is associated
with an imprinting defect, i.e. lack of expression of paternal genes on chromosome 15 ql1.2q13.1. This genetic defect leads to cognitive and
behavioral disorders; hypothalamic dysfunction; endocrine, cardiovascular, musculoskeletal, respiratory, and other disorders. PWS is the most
frequent cause of hereditary obesity. In turn, the obesity causes the obesity-hypoventilation syndrome and respiratory failure. The aim of this article
was to describe a clinical case of 28-year-old female who presented with acute hypercapnic respiratory failure. Conclusion. The patient was treated
with respiratory support (non-invasive ventilation). The timely diagnosis and treatment of respiratory failure is important for the outcome as it can
improve the patient’s quality of life and the life expectancy.
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Hypaauesa I'C. u dp. KnnHuueckoe HabJIoIeHYE 3a MalMeHTOM ¢ cuHapoMmoM [Tpanepa—Buiin

Cunnpowm IMpanepa—Bunnu (CITB) npencrapiser coboi
MYJIbTUCUCTEMHOE 3a00JI€BaH1Ee, KOTOPOE XapaKTepu3y-
eTCST HapyIlIeHUEM Pa3BUTHSI HEPBHOI CUCTEMBI 1 BbI3Ba-
HO OTCYTCTBMEM 3KCIPECCHUM YHACJIEIOBAHHBIX OT OTIa
WMITPYHTUHTOBBIX T€HOB, PACMOJIOKEHHBIX Ha JUVIMHHOM
mieve 15-i xpomocoMmbl B obaactu ql1.2-q13.1 [1, 2].
['eHOMHBII UIMIIPUHTUHT — 3TO SIUTEHETUYECKOE SIBIIC-
HHE, IPU KOTOPOM (heHOTHUIT U3MEHSIETCST B 3aBUCUMOCTH
OT I10J1a POIUTEJIS, IEPEAAIOLLETrO aJJIENb FeHa, U BO3HU -
KaeT B pe3yJIbTaTe SIUTeHETUUECKUX U3MeHeHNI. Moau-
dukauug creuuduueckux reHos win cermeHToB [JHK
MMPOUCXOIUT Ha 3Tarle TaMeTOreHe3a 1 OCYIIEeCTBIISIETCS
nocpeacTsoM MetuarpoBaHus JIHK [3, 4].

CIIB saBnsetcs HauboJiee yacToi MPUUMHOMN HACIe I -
CTBEHHOTO oXupeHus [5, 6]. ITo maHHBIM HcciieToBa-
Huii, ot CITB ctpanator 350 000—400 000 yenoBeK B MUpe,
a pacrpoCTPaHEHHOCTDb 3a00JIeBaHUST COCTABJISIET MPU-
MepHo | cayyaii Ha 10 000—30 000 HoBOpOXIEeHHBIX [3].

OcHoBHBIMH TTocencTBusiMU CI1B siBIsttoTCS pa3Bu-
THE KOTHUTUBHBIX U TTIOBEICHUYECKNX HAPYIICHUI, TUTIO-
TajamuuecKkast TuChyHKIMS, MopakeHUe SHIOKPUHHOMM,
CepAeYHO-COCYIUCTOM, OMOPHO-ABUTaTeIbHOM’, IblXa-
TEJILHOU U APYTUX cucteM (puc. 1).

I'mmoranamMmyeckast AMChYHKIUS CTAHOBUTCS TIPU-
YUHOW MHOTOYMCIEHHBIX KIMHUYECKUX MPOSIBICHUMN
y naiueHToB ¢ CIIB, Takux Kak HeoHaTaJbHasi TUIIOTO-
HUSI, LICHTPAJIBbHBIN TUTTOTOHAIN3M, 3aIeP>KKa Pa3BUTHS,
HU3KUI pocT, TUTIepdarusi, pacCTpoiCTBO TEPMOPETYIIs-
LIMU U 00JIEBOI YYBCTBUTEILHOCTH, THEBHASI COHJIMBOCTh
U cuHIpoM obcTpykTuBHOTrO arnmHod cHa (COAC) [7, 8].

lonoBHoI Mo3r

*+  YMCTBeHHas 0TCTanocTb ¥ Hecnocoo-
HOCTb K 06yYeHHto;

¢ JMoLMOHaNbHAA NabUNbLHOCT,
TPEBOXHOCTb;

+  06ceccuBHO-KOMNYNbLCUBHbIE
paccTpolicTBa;

*  [ledpuumT coumManbHbIX HaBbIKOB;

+ Hapywenus cHa, Ype3mepHasi AHeBHas
COHNMBOCTb

CepaeyHo-cocyaucTas cucrema

+  Kappvomuonaruu;

+  ToBbIWeHHbIA PUCK CEPAEYHO-COCYAN-
CTbIX KaTacTpod

lMoBbIweHHas CeKpeLua rpennHa

KenynouHo-K1WeYHbII TPaKT

Knunuyeckoe HabnoaeHue

IMauuenTka K. 28 net B utone 2014 r. odpatuiach B IpUeMHOE
otneneHue ['ocynapcTBEeHHOTO OIOIKETHOTO YUPEKIEeHUST 31pa-
BooxpaHeHus1 ropoga MockBbl «['opoackast KamHuueckast 00Jib-
nuua umenu [.J1.I1netHeBa JdenapraMmeHTa 30paBOOXpaHEHUS
ropona MOCKBBI» € XKaJJo6aMK Ha OIBIIIKY TP MUHUMAaJIBHOM
¢usmyecKoil Harpy3Ke, CHIKEHHUE TOJEPAHTHOCTHU K Du3nye-
CKOIf Harpy3Ke, COHJIMBOCTh, YTPEHHUE TOJIOBHBIE 00N, HAapy-
LIeHMe KayecTBa CHa, 9TTU30/1bl OCTAHOBKU JIbIXaHUSI BO BpeMs
CHa, TIPUCTYTIBI YAYIIbsi B HOUHOE BPEMSI.

W3 anamHe3a U3BECTHO, YTO Y MALMEHTKH C IETCTBAa OTMEYa-
J1ach M30BITOYHAST Macca Tella, 3aAePXKKHU B TICUXUIECKOM U -
3M4YEeCKOM pa3BUTHUU. B Bo3pacTte 6 JieT mpoBeieHO reHeTMUecKoe
HCCleI0BaHUeE, IO pe3yIbTaTaM KOTOPOTO YCTAaHOBJIEH JUArHO3
CIIB. OkoHuMJIa CPEHIOW LIKOIY, 3aTeéM KUHOJIOTUYECKUIA
KOJUIEIX, COLIMAIbHO aalTMpOBaHa, paboTania KUHOJIOTOM.

Ha ¢one CIIB y 601bHOI pa3BuIach mepBUYHAs aMeHOpEST,
TeHUTATbHBIN MHGAHTUIN3M 2-1 CTETIEHU TSKECTH Y caXapHBIN
nuabet 2-ro Tuna. B 10 jieT BriepBbie pa3BUIach TMIIEPIIMKEMUST
1o 12 MMOJTb / J1, peKOMEHI0BaHO HU3KOYTJIEBOIHOE TTUTAHUE.
B 2001 r. B pe3yabraTe HECOOMIOACHUS TUETHI U 00OCTPEHUS
XpoHMYecKol nHdeKImu noctynuia B crauronap [ocymap-
CTBEHHOTO OIO/XKETHOTO YUPEXACHUS 30PaBOOXPAHEHMS TO-
pomna MockBsbl «I'oponckast KTuHndeckast 6onpHUIIA N 1 nme-
Hu H.W.TTuporosa /lernaprameHTa 31paBooXpaHeHUs ropoaa
MockBbI» ¢ TUNIEpIIIMKeMUeit u Ketoauuno3oM. [TpoBoauiack
NpoOHasT MHCYIWHOTEPAIHs, BBITICAaHA C PEKOMEHIAIIUSIMU
no auete. C 2000 o 2008 rr. 60o1bHAasA YaCTO TOCTTUTATU3UPO-
Bajach B NIETCKUE SHIOKPUHOIOTUIECKUE CTAIIMOHAPHI TIO TTO-
BOJY TUTIEPIIIMKEMUH, TTOJTyJajia IpoOHYIO MHCYTMHOTEPAITHIO.
B 2005 r. HaznaueHn rmkinasua MB 30 mr B cytku, ¢ 2008 T.

T'unotanamo-runocdusapHas cuctema

* [edpuuumt ropmona pocra;

* [unoroHaguam;

¢+ TUNOMyHKLMSA LUMTOBMAHOM Kenesbl;

¢+ [lehumT KOPTUKOTPOMHOTO FOPMOHA;

* Hapywenus BogHo-3neKTpONUTHOrO
6anaHca;

¢+ CoKpalleHne OKCUTOLIMH-NPOAYLIMpPYIo-
LYNX HEMPOHOB;

+  BeretaTuBHble HapyweHus

[lbixaTenbHas cuctema
=~ ¢ HapyweHus AbixaHus, CBSA3aHHbIE
€O CHOM;
¢ HapyweHue 4yBCTBUTENBHOCTH
LieHTPanbHbIX XeMOPELIeNTOPOB;
+  Cna6ocTb AbIxaTeNnbHON MycKynaTypbl

o [lucdarus; OnopHo-ABUraTenbHas cuctema

* HapyLeHue onopoxHerus xenyaka; +  PaHHee pa3BuTHe CKONNO3a;

*  KoHctunauus; o Kudos;

+  B3pyTue KULWEYHUKA C BLICOKUM PUCKOM + [lucnnasus Ta306eapeHHOro CyCTaBa;

paspbiBa *  [MnepmobUNLHOCTL CyCcTaBoB

Metabonusm
¢ CaxapHblit anaber;

Monogas cuctema *  HeankoronbHas

* Hepopa3BuTie BTOPUYHBIX NOMOBbIX
NpU3HaKoB;
*  HapyweHue o6pa3oBanus cnepmbl, .
KPUNTOPXW3M 1 MUKPOMEHMC Y MYXYHH; .
+ AmeHopesi, TMnonnasusi Manbix NonoBbIX
ry6 ¥ KNUTOPA Y KEHLMH

neyeHu;

XupoBas 6onesHb

[Ovcnunuaemus; .
Tskenoe oxupeHue .
.

KoxHble nokpoBb!

0 Heapomuecxaﬂ JKCKopuauusa;

YacTble nUMdooTeKH;

Bbicokuit PUCK pOXUCTOro BOCNaneHus,
Xpynkoc‘n: Kanunnsapos € YacTbIMK
rematomamu

Puc. 1. ComaTuyeckue u MCUXOKOTHUTUBHBIE pacCTPOIMCTBA, aCCOLMUPOBaHHbIE ¢ cMHApoMoM [lpanepa—Busiu

Figure 1. Somatic and psychocognitive disorders associated with Prader — Willi syndrome
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Ha (hoHEe HEraTUBHOM KIIMHUYECKOW KAPTUHBI (3IU30IbI IIOTE-
PY CO3HaHUS, XKaxa, 00111asi c1abocTh, CyIOPOTH) MallMeHTKA
repeBeicHa Ha MHCYJIMHOTEPAIKIO B 0a31C-00II0CHOM PEXUME,
HO LI€JICBOTO YPOBHS INIMKEMUU JOCTUYD HE yIAIOCh; B Te4e-
HME HECKOJIbKHX JICT IIPOUCXOMIMIN IU30/bl JeKOMIICHCAIIUN
caxapHoro auabeTa.

OnpblIKa MOSIBUIACH 32 HECKOJIBKO MECSILIEB 10 OOpaIleHUs
U mocterneHHo yeunuBaiack. C 2013 r. y mallMeHTKY BO3HUKAIN
MPUCTYIIBI YOYILbs, IMaTHOCTUPOBAHA OPOHXMAIbHASI acTMa
(BA) aTonnueckast (ceHCUOMIM3aLMsI K SMUAEPMAaTbHbBIM, ObI-
TOBBIM ajulepreHam). PeKOMEHIOBaHO JieYeHUE MHTAISILIMOHHBI-
MU TJIIOKOKOPTUKOCTEPOUIAMH U [3,-arOHMCTaMU JUIUTETLHOTO
nevictBusi. OMHAKO JaHHYIO TeParuio MalleHTKa PeryisipHo
He ToJIyJaJa.

C 2000 r. mauueHTKa cTpajgaja BapuKO3HOM 0O0JIE3HBIO
HIDKHMX KOHEYHOCTE, OCIIOKHEHHOM YaCTBIMKM TPOMOO3aMu,
B 2006—2009 rr. MHOrOKpaTHO IIPOBOAMIACH CKIEPOTEPATIHSI.
B pesynbrate ocMoTpa aHruoxupyprom B utoHe 2014 r. peko-
MEHIOBaHa Tepamus mpernaparamu aerpaiekc (rmo 1 tadier-
Ke 2 pa3a B CyTKM), Kcapeato 20 MT B CYyTKM U 3J1acTUYecKas
KOMITPECCHSI.

Taxxke ¢ 2009 1. cTpagaga ayTOUMMYHHBIM TUPEOUIUTOM
C MCXOIOM B IMIIOTHPEO3, IPOBOAMIACH 3aMECTUTEIbHAS Te-
panus JeBoTUpokKcruHOM. B 2012 r. nuarHocTupoBaHa apTe-
puanbHas TUIIEPTeH3MsI, Ha3HAYEHbI STUJIOKOM, JIM3UHOIIPUII,
JIeBEMUP.

B cBsi3M ¢ yxynlieHHeM COCTOSIHUSI B BUIE IIPOrPeCCUpPO-
BaHUsI OIBIIIKY, IPUCTYIIOB YAYIIbsI, COHJIUBOCTU, KOTOPBIE
HaOJII01aI1Ch B TeYEHUE 2 MeC., MallMeHTKa FOCITUTAIM3UpOBaHa
B CTaLIMOHAp, IIPOBEICHO 00CIeI0BaHUE U JIEYEHIME.

[1pu mOCTYIUIEHUH COCTOSTHUE MALIMEHTKY TSIKEJI0e, TSKECTh
00yCJI0BJIeHA IbIXaTeJbHOM HEIOCTATOYHOCTDIO (IMCITHOD, Ta-
XUITHO3, TUITOKCEMHUSI CO CHUXKEHMEM CaTypaLly KUCIOPOIOM
aprepuainbHoii kposu (SpO,) — 10 70 %), HECKOILKO 3aTOPMO-

oPC

xeHa. [Ipu ocmompe obpaiiiaeT Ha ceOsl BHUMaHME BBICOKUIA,
Y3KUii 10O MallMeHTKU, MUHIAJICBUIHBIN pa3pe3 IMIa3HbIX I1e-
JIeii ¢ TOHKMMU OIYyIIEHHBIMU BeKaMU, CKOJIMO3, TUTIOIIa3Hs
XpsIIei YITHBIX pakoBUH. KoXXHbIe TOKPOBBI CyXUE, OTMEUEHBI
MecTa pacyecoB, MOKPBITbIE KOpKaMU, TpoPruIecKre n3MeHe-
HUS KOXU TOJIeHEl M OTeKU HUXKHUX KoHeuHocTel. [Toakox-
HO-XMpOBas KJeT4yaTKa pa3BUTa Ype3MEPHO, pacripeaeicHa
10 CMEIIaHHOMY THITY.

Poct — 146 cM, macca tea — 125 kr. MHIeKe Maccol Tena
(UMT) — 58,6 xr / M2, [1pu nanpnauuu JumMdaTrndecKue y3ibl
He yBeJlIM4YeHbI, 6e3001e3HeHHbIe. [IluToBUIHAS XKenie3a He yBe-
suyeHa. [Tpu aycKyabTalvu B JIETKMX BBICTYLIMBAIOCH BE3UKY-
JIIPHOE IBIXaHUE, CYXUE XPUTIbI, TPEUMYIIECTBEHHO B HUXKHUX
otnenax. Yacrora AbIXaTelbHBIX ABMKEHUI — 26 B MUHYTY,
SpO, — 68 % na Bozayxe. CepeuHble TOHBI IPUTIYLIEHBI,
PUTMMYHBI, MyJIbC XOPOILIero HanmojgHeHus, 100 B MUHyTY. Ap-
tepuanabHoe napiaeHue — 170 / 100 MM pT. c1. Cucrema mnuiie-
BapeHust 6e3 0COOEHHOCTEN, JKUBOT MSATKUI, 6€300JIe3HEHHBI,
y4acTBOBaJI B IbIXaHUW BCEMU OTIEIaMU, YBEJIUYEH B 00beMe
3a CYeT MOAKOXKHO-KUPOBOI KiaeTyaTKu. JInmype3 cBOOOIHBII,
0€300J1e3HEHHBbI.

ITo pe3yabraTam JIabOpaTOPHBIX aHAJIM30B OMpPEACIsIICS
BTOPUYHBIN 3pUTPOLIMTO3: TeMOTIJIOONH — 158 T/ 71, apuTpo1u-
Thl — 5,3 X 10" / 1. O6mmit IgE — 220 en. / M.

B xone o6crnenoBaHus y MallMeHTKU BBISIBJICHBI pecrupa-
TopHBIN anuao3 (pH — 7,28), runepkanuus (mapunaibHOe
HamnpsixeHue yriaekucioro raza (PaCO,) — 90,6 mm pr. cT.),
TUIoKceMus (TTaplralbHOe HaMpsoKEHUE KUCI0poaa B KPOBU —
48,4 MM pT. CT.).

[Ipu poBeneHNK KapauopecupaTOPHOTro CKpMHUHTA Y T1a-
uueHTKu onpenesieH COAC Tskeoi CTereHu:

* MHIEKC alHo? / TMMonHo3 — 55,4 B yac (HopMma < 5 B 4ac);
*  MuHMManbHas SpO, — 56 %;
*  cpeanmii yposeHb SpO, — 76 % (puc. 2).

oPC! 12

ApT Apr 154 Apr 38
1NN ,
| |
| |
| I
| |
| |
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1958

Puc. 2. laHHbIe KapaMOPEeCIMPaTOPHOrO CKPUHUHTA
Figure 2. Cardio-respiratory screening data
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[Mpu npoBenenuu cnupomempuu, 6oduniemusmoepaguu
u oughghy3uonHoeo mecma TOITYIEHBI CIIETYIONTNE TAHHBIE:

* (opcupoBaHHas XU3HEeHHasT eMKOCTh Jierkux (DXKEJT) —

1,36 1 (46,6 %, );

*  00beM (hopcMpoBaHHOTO BbITOXa 32 1-10 cekynmy (ODB)) —

1,211 (47,5%,,,.);

* coorHomenue O®B, / ®XKEJ — 89,0 %;

*  o61uas emkocTb jierkux (OEJ) — 2,951 (76,8 %, );

*  muddy3noHHast CTOCOOHOCTD JIETKUX IO MOHOOKCHITY YTJIe-
pona (DL_,) —049,6 %

[Mpu sxokapamorpaduu ¢ TOMIIEPOBCKUM aHAIN30M
(pakimst BEIOpOca IeBOTO XKeynouKa He CHIDKEHA U COCTaBIIIA
57 %, oTMevaeTcst IUIaTalksl IPaBOTO XEeIyI04Ka U MPAaBOTO
Tpeicepansi, BBISIBIEHBI MUTPAbHAS peTyprutanus 2-i cre-
TeHU ¥ TPUKYCTIUAATbHAS PETyPrUTaLns 2-1 CTETIeHN, CUCTO-
ndaeckast QyHKITUS TIPABOTO XKeTyI0vKa yIOBIeTBOPUTEbHAS,
PETUCTPUPOBAIOCH HAPYIIEHUE TUACTOTNIECKON (YHKIINT
MPaBOTO XeJTyJ0uKa 110 TUITY HapyIllleHus penakcauu. Pacuer-
HOE CHUCTOJINYECKOe aBJIeHNE B JIETOUHOW apTepuu COCTABUIIO
60 MM pT. CT.

[To maHHBIM yIBTPA3BYKOBOTO MYTUIEKCHOTO CKAHUPOBAHWIST
ITyOOKUX ¥ TIOBEPXHOCTHBIX BEH HIKHUX KOHETHOCTE CIipaBa
JIOIIMPOBAH TPOMOUPOBAHHBIN BAPUKO3HO PACIIIMPEHHBIN TIPU-
TOK BeHBI O€3 Tiepexo1a Ha ee CTBOJI, TPOMOBI B IIPOCBETE IJIOT-
HbIE, B BUJE JIMHEWHBIX TSKel, BepXyIKa TpoM6a He (hII0THpO-
Baja. Taxcke mpoBeneHa KOMITBIOTepHAsT TOMOTpadust TIeTKuX
C KOHTPACTUPOBAHUEM, TIPU3HAKOB TPOMOOIMOOINY JIETOUHOM
aptepun (TDJIA) He BBISIBIICHO.

VuuTtsiBas HamuuKe y 60JIbHON TMIePKATHUIECKON OCTPOit
QIBIXaTeIbHOM HEMOCTaTOYHOCTH, MHULIMMPOBaHA HEMHBA3WBHASI
BeHTWISIIUS J1eTKuX B pexxume BIPAP ST, koTopast mo3Bosmna
pa3pelnTh TUTIEPKATHIYECKUI PeCTTUPATOPHBIN aliI03.

3a BpeMs HabmoaeHus y maureHTK B 2015 1 B 2017 1T.
BBISIBIIEHBI 2130161 TOJIA ¢ pazButrieM nHMAPKTHBIX TTHEB-
Monuii. B suBape 2016 r. BoissBIeH TPOMOO3 GOJIBIION IO~
KOKHO#1 BEHBI C y9acTKOM (hJIOTAINK, a TAKXKEe TPOMOO03 T1y0o-
KuX BeH rojeHeit. [lannenTka mpuHuMana gaburatpaH, 3aTeM
puBapokcabaH. B cBs13u ¢ HemocTaTouHOI 3 (HEeKTUBHOCTHIO
MPOBOAMMOIT aHTUKOATYJISIHTHOM Tepanuu B (espaie 2016 r.
nalKreHTKe UMIUIAaHTUPOBaH KaBa-hwibtp. B anpene 2016 r.
MalMeHTKa MpoKOoHCyabTupoBaHa B MenepanrbHOM rocynap-
CTBEHHOM OIOIKETHOM yupexneHun « HarmoHnansHbIi Menu-
LIMHCKUI MCCIeNOBaTeTbCKUI IIEHTP KapANOJIOTUN UMEHU
akagemuka E.M.YazoBa» MuHucTepCcTBa 3ApaBOOXpPaHEHUS
Poccuiickoit @enepanuu, rue UCKIOYeHa TpoMbobuUIns,
oOHapyXeHOo HekoTopoe cHuxkeHue rporenHa C (67 %) u re-
Tepo3uroTHsIil momumopdusm MTHFR 677. PekomeHmoBaHO
MPOIOJIKUTH TEPAMUIO TIEPOPATHLHBIMU aHTUKOATYISTHTAMU
(BapapuH) mom KOHTPOJIEM MeXIyHapOJHOTO HOPMAaJIN30-
BaHHOTO OTHOIIIEHUSI.

B ampene 2017 r. B CBSI3U C BBHICOKOIT BapraOeIbHOCTHIO
rukemun (HbAlc > 7 %), BbICOKO# MHCYTMHOPE3UCTEHTHO-
CTBIO ¥ HEOOXOIMMOCTBIO UCTIONB30BaHUS aHAIIOTOB MHCYTMHA
YABTPAKOPOTKOTO AECTBUS TIepeBeieHa Ha MHCYTMHOTEPATTHAIO
yepe3 MHCYIMHOBYIO roMmny Accu Chek Combo (cyTodHast mo3a
nHcymHa — 100 en.). Ha ¢hoHe 3TOro otMeyeHa cTabMIn3anus
COCTOSTHMSI M CHIKEHUE TTOKa3aTesNeil IMTMKeMUN.

Ha done pecniupaTopHoii mognep KKy 1 METMKAMEHTO3HOU
Tepanuy y MalueHTKN PEIUANBOB OCTPOI AbIXaTeTbHOM HeIo-
CTaTOYHOCTHU 1 GPOHXO0OCTPYKIINY (pecTipaTopHasi OAIepKKa
B TeueHue 4 jieT) He oTMeueHo. OMHAaKO HECMOTPST Ha TIPOBO-
IMMoOe JieueHne, Ha (hOHe TSDKETIOTO OTSATOIIEHHOTO aHAMHe3a
3a00JIeBaHUSI ¥ COTYTCTBYIOIIEH MATOIOTMH Y OOIBHOM HEOm-
HOKpPaTHO pa3BUBaJach AEKOMIIEHCALIMSI caxapHOTO nuabera
u TOJIA ¢ pazBuTeM UHOAPKTHON THEBMOHMU, YTO SIBUJIOCH
MPUIMHOI JieTasbHOTO ncxona B 2019 1.

O6cyxaeHue

HaxkamnmmBaeTcs Bce OOJbIIe JaHHBIX, TOATBEPKIA0-
KX, YTO JIOKYCH 11—13 oTIOBCKOI 15-i1 XpOMOCOMBI,
HeloCcTaTOYHas 3KCMPECCUsl KOTOPBIX TPUBOAUT K pa3-
putuio CIIB, umelor pelarolilee 3HauUeHUE 111 pa3BUTUS
1 QYHKIMOHNPOBAHUS TUMOTaIaMyca. DTO OOBSICHSIET
npeobiaganue y nanueHToB ¢ CITB nmpu3HakoB rumo-
TaJaMMYeCKOro CUHAPOMa, XapaKTepru3yeMOro Hapylie-
HUEM BETeTaTUBHBIX, SHIOKPUHHBIX M META0OTMIECKIX
GyHKIMI, TTOBEACHICCKUMY W MUIIEBBIMU PACCTPOii-
crBamu [9].

Y mauuMeHTKU OTMeUaIuch BbIpaXKeHHbIC HapyIIEHUs
CO CTOPOHBI PeCTIMPATOPHOI CUCTEMbI B BUJIE CUHIPOMA
oxupenus-runoBeHTIIAINN (COT) 1 COAC. Kputepu-
sMu nuarHocTuku COI' y manMeHTKU MOCTYKIJIA MOP-
ounHoe oxupenre (MMT — 55 xr / M?); HOUHBIE Hapy-
ieHns apixanust; runepkanius (PaCO, — 90 mm pr. cT.),
TSDKeIIast TUTTOKCEMMST; HapyIIeHUE JISTOYHOM BeHTIIISIINN
1o pectpuktuBHOMY Ty (cHIKeHue OEJI u XKEJT), mu-
KpoaTesieKTa3bl 0a3albHbIX OTAEJIOB JErKUX U OTHOCH-
TeJIbHOE TMOBBIILIEHUE CEPIEYHOTrO BHIOpOCA.

Pazsutne COI' u COAC y 6051bHOI MOXKET OBITh BbI3-
BaHO HECKOJIbKUMU MpuaruHaMu. [1pu runoranaMmmudeckoit
IUCGhYHKIIMN pa3BUBAIOTCS] pACCTPOICTBA AbIXaHUSI, CBSI-
3aHHbIE CO CHOM, a TaKXe nucbalaHC ra30BOro cocTaBa
kposu [10, 11]. Hamume y malimeHTKH TSKEJIOTO OXKU-
PEHMST TaKKe SIBJISICTCST OMHUM M3 KITIOUEBBIX (PaKTOPOB,
00yCJIOBIMBAIOLIMX HAPYIIIEHUE BEHTWISILUY JerkKux. [1pu
OXHMPEHUH TTPOVCXOINUT CHIDKEHUE AMITTUTY/IbI TBIKCHUS
CTCHOK TPYIHOM KJIETKH U mracdparMbl, a TAKXKe YBeTIe-
HHE KUPOBBIX OTJIOXKEHUM B CTEHKAX BEPXHUX JIbIXaTeJb-
HbIX TiyTeit [12]. Elie ogHO MpUYMHON MOTYT SIBASITHCS
TUTIOTOHMS M Ae(ULIUT MBIIIEYHON MacChl, KOTOPhIE
y il ¢ CI1B gBisitoTcs MpUYIMHOM C1a00CTH JbIXaTeIb-
HOI MYCKYJIaTypbl, CHYDKEHMSI TOHYCA BEPXHUX JIbIXaTeIb-
HBIX ITyTe U CIIOCOOCTBYIOT Pa3BUTUIO TUITOBEHTWIISILIUMA
u COAC [13]. AnbBeosisipHasi TMIIOBEHTUJISILIAS BCJIEI-
CTBHE OXUpPEeHUS U corryTcTBytomas marojorust (COAC)
00YCJIOBUJIM pa3BUTHE JIETOYHOM TUIIEPTEH3NU, UTO SIB-
JISIeTCS YacThIM ocioxkHeHueM y rauueHToB ¢ COI [14].

B cBs13U C BBISIBJ€HHBIMU OPOHXOOOCTPYKIMEH
n 6poHxocmazmMoM B 2013 T. y mallueHTKA TUArHOCTH -
poBaHa BA. BeipaxkeHHbIe peciupaTOPHbIE CUMIITOMBI,
JacThle 00OCTPEHUSI U TOCTIUTAIM3AUU, a TAKXKe OXKU-
peHUe TO3BOJISIOT MPEANOJOXUTh HaTuure y 00JbHOMN
aTormaeckoro (peHoTnma bA, accolmmrpoBaHHOTO C OXHU-
peHneM. MexaHU3MBbI, BbI3bIBalomue BA y manneHTOB
C OXXMPEHMEM, BKJIIOUAIOT B C€0s1 HE OMHO 3BEHO — W3-
BECTHO O OOJIBIIIOM KOJIMYECTBE Pa3HbIX (PAaKTOPOB, BKITIO-
yas BOCITaJICHNE U UMMYHOMETa0OIMUECKYIO TN3PETYIsI-
umio [15, 16], nucbakrepros [17], MUTOXOHIPUATIbHYIO
nucdyHkumio [18], akTuBaluio pelenTopoB CBOOOTHbBIX
SKUPHBIX KUCOT [19], rroKaroHonoao0HbI i MENTUIHbIA
ITyTh. [ UTIeprIMKeMUs ¥ TUTICPUHCYIMHEMUS MOTYT CITO-
COOCTBOBATh TMIIEPPEAKTUBHOCTU OPOHXOB U UX PEMO-
NEeJIMPOBAHMUIO 13-3a MOBPEXKICHUS SMUTENUS U UHIYK-
MY npojudepanuy raaakuxX MUOIIMTOB AbIXaTeTbHBIX
nyteii [20]. Tak, B AbIXaTeIbHBIX TYTSIX y MAIUEHTOB
C OXXMPEHUEM BO3HUKAET M30BITOUHBIN OKUCIUTEIbHBII
cTpecc, KOTOPbIiA, B YaCTHOCTH, CBSI3aH CO CHIKEHUEM
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3ametku u3 npaktuku « Clinical cases

OMOIOCTYITHOCTY aprMHMHA — cyocTpara Juist cuHTe3a NO.
CaM M30BITOK KUPHBIX KHCIIOT ITPUBOIUT K MOBBIIIEHUIO
npoaykuuu Thl u Th17, a cnenoBatesbHO, BbI3bIBAET
TUITEPITPOAYKIIMIO MHTEPAeKNHOB-17, -6, -33, dhakTopa
HEKpo3a omnyxoJin-o., HeiiTpodunes. [1pu Hannuum Beex
3THX (PaKTOPOB HAOIIOIAETCS OOCTPYKIIMST TBIXaTeTbHBIX
IIyTeil M CHIKAETCS OTBET Ha TTTIOKOKOPTUKOCTEPOUIBI.

OTMevaeTcs, UTo y nalueHToB ¢ BA, acconmmpoBaH-
HOM ¢ OXXHpeHueM, 3a00JieBaHUEe TIPOTEKAET TSLKeee —
oTMeuaeTcst 00siee BbICOKAsT 4acTOTa 00OCTPEHU I, CHU-
JKEeHUEe TeparieBTUICCKOTO KOHTPOJISI U KaueCTBa XKU3HU
O CPAaBHEHUIO C MALlMEHTAMU C HOPMAJIbHOM MacCcou
tesa. TakuM 00pa3oM, B JTaHHOM KJIIMHUYECKOM HabJIt0-
nenun npu Haauuuu BA, COAC u COTI' y mauueHTKu
OTMEUYEHO YCyTyOJIeHUEe TeUeHUs 3a00JIeBaHUS U CHU-
JKeHe OTBETa Ha TepaItnio, YTO BHECIO BECOMBII BKJIAM
B KOMOPOUIHOCTH OOJILHOIA.

3akntoyeHme

Ocobennoctbio CIIB, kak 1 MHOTUX APYTUX TeHETUYE-
CKUX CHHIPOMOB, SIBJISTIOTCS ITOJTMMOPOMIHOCTD M HU3KAast
MMPONOJKUTEIBHOCTD XKMU3HM TTallieHToB. [1pu BeneHnn
MalMEHTKU TTOTPeOOBAIOCh CAaKeHHOE B3aMMOIEICT-
BY€ Bpayeil MHOTUX CNEUATBHOCTEN: MYJIbMOHOJIOIOB,
SHIOKPUHOJIOTOB, COCYIUCTHIX XMPYPTOB, KapINOJIOTOB,
TMHEKOJIOTOB, HEBPOJIOTOB. B pe3ynbraTe ObLIa ITomoopaHa
Teparusi, KOTopas IT03BOJIMIIAa CTA0MIIN3UPOBATh COCTOSI-
HUE MalMEeHTKU B TeYeHUE 4 JIeT, a pecriupaTopHasi mo-
Iep>KKa, TTIPOBOAMMAs B JOMAITHNUX YCIOBUSIX B TeUCHUE
BCEro Teproaa HaOMoIeHNS, TI03BOJIIIIA M30eXKaTh PeIlv-
JIMBOB OCTPOI IbIXaTeJIbHOM HEMOCTATOYHOCTH, YITyUIITUTh
Ka4yeCTBO KU3HU U COXPAaHUTb paboTOCocooHoCTh. [Tpo-
JIOJKUTEIbHOCTD KU3HU MAllMeHTKN COCTaBUJIa 28 JIeT,
YTO, TI0 JaHHBIM JINTEPATYPHI, IIPEBHIIIAeT BELKIBACMOCTh
MHOTHX MMAIlMEHTOB C 3TUM 3a00JIeBAaHUEM.
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