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Ps3anckuii rocy1apCTBEHHBIM MEAUIMHCKUNA YHUBEPCUTET
nMmenu akagemuka H.I1. I1aBiaosa, . Ps3anb

AKTyajbHOCTh. Berpsnas ocma (BO) peructpupyercs yS—7%
B3pOCIIOTO HaceneHusi, npu 3ToM, Yy 10% xeHmuH GpepTUiibHOro Bo3pacTa
OTCYTCTBYIOT 3allIUTHBIE aHTUTENIA K BUPYCY reprieca 4yejaoBeka 3 Turma, B
CBS3U C YE€M aKTyaJbHBIM sBIIsieTCS mpoobsiema HeoHaTanbHOU BO (HBO),
gacToTa kKotopoit coctapnseT 1 Ha 200-1500 HOBOPOXK IEHHBIX.

Heonaransnas BO pa3BuBaeTcs y HOBOPOXKAEHHBIX, UbH MaTEPH 3a-
Oomenu He To3HEe YeM 3a 3 HeAenu 10 poaoB. B ciayuae nunpunupoBanus
10/ 3a 2—3 HeJeIu J0 pOJI0B HOBOPOKIEHHBIE OOJICIOT HAMHOTO JIEr4e B
pe3yJibTaTe TpaHCIUIalleHTapHOM mnepenaun creuuduueckux 1gG marepu
pe6éuky. Y 17-30% cepoHeraTUBHBIX JE€TE€H OT MaTepel, 3a00IeBIMX 3a
HEJICNIO 10 WM B TEYCHHUE HEIENU MOCJe POJAOB, onucaHa (yjIbMUHATHAS
JUCCEMUHHMPOBAaHHAsT MHQEKIMSA ¢ BBICOKOM JeTanbHOCThIO (10 20-30%),
HECMOTPsI HA CBOEBPEMEHHO HA3HAYEHHYIO MPOTHUBOBHPYCHYIO TEPAIUIO.
Heonaransnas BO MoxkeT mposiBIATHCSA KIACCUYECKUM MOPAKEHUEM KOK-
HBIX TTOKPOBOB, SI3BEHHO-HEKPOTUUYECKUMH U FeMOPPAruyeCKUMU KOXKHbI-
MU TPOSBJICHUAMH, a TAKKE JUCCEMUHUPOBAHHON MHMEKIuen (MHEeBMO-
HUSI, TeTaTUT, SHIEPaATUT, KOAryJaonaTus).

Matepuajsl 1 MeToAbl. [[pUBOIMM KIMHUYECKUH CIIy4ail CEMENHO-
ro 3a0oneBanust BO, B TOM unciie U y HOBOPOXKIAEHHOTO.

Pe6énok A., 26.04.23 roaa poxaeHUs, MOCTYNHI B MH(EKIIMOHHO-
ooxcupoBanHoe otaeneHue ['bY PO «OJIKb umenn H. B. JImutpueBoii»
10.05.2023 r., B Bo3pacte 16 aHel, ¢ xanodaMu Ha HOBBIIIEHUE TEMIIEPa-
Typsl Tea 10 38°C, BBICHIIAHUS Ha KOXKE.

N3 anamue3a: peOEHOK 0T 3 OepeMEHHOCTH, CPOUHBIX poaoB Ha 40 He-
7ene, MyTEM SKCTPEHHOTO KecapeBa CeueHUs (paHHEEe M3JIUTHE OKOJIOILIO/-
HBIX BOJI, ciabasi pojoBas AesTeabHOCTh). Bec mpu poxaenuun — 3750 T,
pocT — 55 cM, orieHka 1o mkaine Anrap 8/9 6amnoB. Ha cnenyromuii 1eHb
MOCJI€ POJIOB Y MaTepu MOSABUJIACH JIMXOPAJKa W IMy3bIPbKOBas ChHINlb Ha
rpyau. JKeHmuHa Oblj1a M30JIMPOBaHA M TOCIIUTAIU3UPOBAHA B CTAIIMOHAD
C IMarHO30M BETpsHAs OCIa M MOJ03PEHUEM Ha MTHEBMOHUIO. Y HOBOPOXK-
JNEHHOTO TIEpBBIC 3JIEMEHTHI Chii nosBWinch 05.05.2023 r., Ha 11 neHb
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KU3HU U OT MOMEHTa KOHTaKTa, oTMeuajgach cyodeopuiabHas TemMIepary-
pa, 4epe3 S5 AHEW COCTOSIHME YXYIIIMJIOCHh 32 CUET HAPACTAIOWIEH JIMXO-
panku u 10.05.23r. (6 aeHp 601e3HU U 16 neHb KU3HU) PeOEHOK OBLI TOC-
nuTanu3upoBad. KoHTakTel ¢ siBHbIMU OoibHBIMH BO math orpunana. B
CEMbE €CTh CTapIINi peOEHOK, eBOUYKa 9 JIeT, u oTet,.

[Ipu MoCTyIIEHUH B CTAallMOHAP COCTOSIHHE peOEHKa paCIeHEHO, KaK
CPEIHEN TSHKECTH 3a CUET KOXKHOIO CHHAPOMA, JIMXOPAJAKH, CUMIITOMOB
VHTOKCHKAIMH: HA KOXE JINIA, TYJIOBUIA MHOKECTBEHHBIE BE3UKYJISIPHBIE
AJEMEHTHI OT 1 710 3 MM, «JIOXKHBIN TOTUMOPGU3MY, HEKOTOPHIE DJIEMEHTHI
C THOMHBIM COJEPKUMBbIM. Ha CIM3KUCTBIX MONOCTH pTa, HA JYyXKKax 3 TO-
YEYHBIX BE3UKYJSIPHBIX 3JeMeHTa. bonbsmon poganuok 1 Ha 1 cMm, HE BbI-
OyxaeTr. MeHMHTealbHbIX CUMITOMOB HeT. [Ipu3HaKoB MHEBMOHUU HET.
Ha ¢one nedenus amukinosupom 50 Mr 3 pasza B JIeHb B/B, aMOKCHITUILIIN-
HOM C KJIaBYJIOHATOM B/B 2 pa3a B JIHb COCTOSIHUE YJIyUINIOCh, PEOEHOK
npubaBmi B Bece 600 T, BEICBITIAHUS TPEKPATIIIUCH Yepe3 6 THE.

Uepez 10 nHeit oT Hayana 3a0o0jieBaHUS HOBOPOXKIEHHOTO, T.€.
15.05.23 r. 3a0onen crapuuii ped&Hok, a yepez 10 aHeit or MoMeHTa 3a-
OoJieBaHUs CTapIiel cecTphl 3a00J1e 0Tell, KOTOPhIE, CO CJIOB MaTepu, Ie-
peHecau 3a00JieBaHUE TSHKEJIO, ¢ MHOXXECTBEHHBIMH 3YJIAIIUMH BBICHITIA-
HUSIMH, BBICOKOHM Juxopajakoi. Ha nanHbiii MoMeHT (7 Mecs1eB) HEPBHO-
MICUXUYECKOe U (PU3NUEeCKOoe pa3BUTHE peOEHKA COOTBETCTBYET BO3PACTY,
Bec 7900 r, poct 70,5 cm. [IpodunakTuiyeckue NPUBUBKH HE MOJTyYaeT, B
CBSI3U C T€MAHTHMOMOM, MO MOBOAY KOTOPOW HAOIIOMAETCA Yy AETCKOTO XU-
pypra v noJiy4aeT JE€YEHHUE — CO CJIOB MATEpH, MOJI0KUTEIIbHAS JUHAMUKA.
Crapumii peOEHOK MPUBUT COIIACHO KaJCHAAPI0 TPOPUIAKTUUECKUX
MIPUBUBOK.

BoiBoabl: men mecto cemeinbpiii ciydait BO. Mctounnkom nHbek-
IIMU JIJIS1 BCEX YJIEHOB CEMBH CTalla MaTh, KOTOpas 3apa3uiach Oyaydu Oepe-
MeHHO#. HoBopoxn€éHHbIN peOEHOK nMen HauOosbiryio yrpody BO wuz-3a
pHUCKa reHepan3alliy npoiriecca. 3a00jieBaHUE B3POCHBIX AUKTYET HE0OXO-
JTMMOCTb BBEJICHUS BAaKIIMHAIIMY B HAIIMOHAIBHBIN KaJICH1aph IPUBUBOK.

Jlurepartypa:
1. IIponeneBTHKa MeTckuX Oone3Hei: yueonuk / mox pen. P.P. Kuabausapo-
Boii, B.. MakapoBoii. — M.: I'DOTAP-Meaua, 2012.
2. IlponeneBTrka AeTCKUX Ooiye3Heit: yueOnmk / mom pexa. H.A. Temme,
H.C. IlomuepnsieBoii. — M.: [DOTAP-Menna, 2012.
3. Ilenuarpus. HammonanbHOe pykoBOACTBO. KpaTkoe m3manue / moj pe.
A.A. bapanosa. — M.: ' DOTAP-Menua, 2015.
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OTHOUIeHUE BpaUyel-neAMaTPOB U POAUTEJIeH K ePBUYHOM
BAKIUHONPOPUIAKTHKE MANMIJIOMABUPYCHOM HH(PEKIUHU Yy IeTel

bozcauesa Coghvsi Maxcumosna, I'ypuna Enena Cepeeesna,
3enkuna Okcana Opvesna

Hayunsiit pykoBoauTens: A.M.H. bypnynkas A.B.
Ky6aHckuii rocygapcTBEHHbIH METUIIMHCKUN YHUBEPCUTET,
r. Kpacnonap

[lo pacnpoctpanénHoctu nanuuiomaBupycHas undekuus ([1BU)
3aHMMAaET MEePBOE MECTO Cpeau MH(EKIHi, mepeaaBaeMbIX MOJOBBIM Y-
TEM, a TAKXKE SIBJISIETCA MPUYMHOMN O0Jiee MOJOBUHBI BCEX OHKOJIOTHYECKUX
3a00JIeBaHNUN Yy JKEHIMH, 00ycnoBiaeHHBIX MH(pekmue. BO3, oco3HaBas
3HAYMMOCTbh MPOOJIEMbI paKa IMIEUKA MATKU U IPYTUX 3a00J€BaHUMN, BbI3bI-
BacMbix BIIY, pekoMeHAyeT BKIIOYUTH IUIAHOBYIO BAKIIMHAIIUIO MPOTHUB
ManuUIOMaBUPYCHOM MH(EKIIMM B HAIMOHAJbHBIE MPOrpaMMbl UMMYHH-
3alHH.

Heab. OneHUTh OCBEIOMIIEHHOCTh Bpayer-MeAUaTPOB U POJIUTENECH
o crneuuduyeckoi npodunakTuke 3adojaeBanuii, Bpi3BaHHbIX BIIY y me-
TeH, 711 yMeHbIeHns 3a00aeBaecmoctu BITY.

Matepuanbl u MeToabl. [I[poBEeIECHO OTHOMOMEHTHOE AHKETHPOBA-
HUE MEAUITMHCKUX paOOTHUKOB U poauTeneil. B onmpoce npunsim ydactue
139 Bpauen-nennatpoB m 408 pomurenen ropoga KpacHomapa B mapre
2023 roga. Jlna ompeaeneHusi OCBEAOMIEHHOCTH O CIEIU(PUIECKON Bak-
nuHonpoduiakTrke 3adosieBaHuid, BbI3BaHHBIX BIIY, cocraBieH ompoc-
HUK, COAEpKalluii OCHOBHBIE SIMHUJIEMHUOJIOTUYECKNE JaHHBIE, OCOOEHHO-
ctu Teuenus BIIY y nereil, BO3MOXHOCTH crieluPpuUecKor npouiakTu-
k. Co3nana Google ¢popma, koTopasi cnocoOCTBOBaJIa OBICTPOMY U Y100-
HOMY IIPOBEJCHHIO UCCIIETOBAHUS.

PesyabTaTrel M o0cy:xaenue. Y 86 (61,87%) Bpaueil-neauatpon
€CThb OCBENOMIIEHHOCTD, uTO BITY mMeeT TOnbKO mOI0BOM IMyTh NEpeayu,
4 Bpaua (2,88%) umeroT nipeacrarienue, uro BITU moxeT mepenaBaThes
TOJBKO KOHTAaKTHBIM TyTEM, a 49 (35,25%) 1 ONOBBIM M KOHTAKTHBIM ITY-
TssMu. Ha Bompoc o Tom, uto uzBectHo o BITY 104 (75,3%) pecrionneHTa,
OTMETHWJIM, 4TO MUK UHPuuupoBaHus >xeHH BIIY npuxoautcs Ha BO3-
pact 16-25 net, ms 99 (71,8%) — BIIY saBnsiercss nmpuunHOM 0o0jiee moJIo-
BHUHBI BCEX OHKOJIOTHYCCKUX 3a00JICBaHUH y KEHIIHMH, Bcero 64 (46,2%)
pecnionaeHTa 3asBwin, uro BITY 3anumaer nepBoe mecTo cpeau MHPEK-
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UH, MepeaBaeMbIX IMOJOBBIM MyTEM. 3HAHUSA Bpaued O KIMHUYECKUX
dopmax 3aboneBanuid, BeI3BaHHBIX BIIY, pacmnpenenunachk CiaeayrOmyim
obpazom: 117 (84,6%) — pak metiku matku, 110 (79,5%) — aHOreHHTAID-
Hble OoponaBku, 89 (64,1%) — peuuaIuBUPYIOMUN PECIUPATOPHBINA Ta-
nuiomaros, 71 (51,3%) — pak BynbBbI 1 Biaranuia, 56 (41%) — pak no-
noBoro uieHa, 53 (38,5%) — ananwHbI pak, 46 (33,3%) — opodapunre-
aJIbHBIN PakK.

OcHoBHas 4acTh pecnoHieHToB 128 (92,3%) 3HalT 0 TOM, 4TO CY-
mecTByer creruduueckas npodunaktuka BITY, a 11 (7,7%), k coxane-
HUIO, — HE 3HAIOT O CYIIEeCTBOBaHUM BaklMHbI npotuB BITY. 127 (97,1%)
Bpadeii-eAMaTPOB CUUTAIOT, YTO HEOOXOIUMO MPOBOJUTH BAKIIMHAIIMIO
ot BIIY. boasmmnacTBO, @ uMeHHO 131 (94,4%) 3HaeT, 4To BaKIMHA IIPO-
tuB BITY BrIIfOYEHA B HAIMOHAJIBHBIN KaJE€HIaph IPUBHUBOK, a 8 (5,6%) —
HE MMEET OCBeIOMJIEHHOCTH 00 »ToM. Oxoiyio 2/3, uto cocraBisgeT 93
(66,7%) ompoIlIEHHBIX CUYMUTAIOT, YTO BakiuHauus or BITY mokaszana mo-
pocTkaMm oboero mona, 42 (30,6%) - Tonbko neBoukam, 4 (2,7%) — mManb-
gukaMm. Oxojno 1/2 cmermumanuctoB 70 (50,36%) 3HaeT 00 ONTHMAaIbHBIX
CpoKax mpoBeAcHUs BaknuHauuu npotuB BIIY y merer «a0 Hayana cex-
CyanbHON akTUBHOCTH» U 69 (49,64%) BeiOUparoT 9-13 net, ogHako 101U
MPaKTUYECKU OJIMHAKOBHI.

Ha Bompoc o Bakmunax: 46 (33,09%) Bpaueii BeiOpan 4-X BaJCHT-
Hy10, 39 Bpaueii (28,06%) BbIOpanu 2-xX BaJIE€HTHYIO, U TPABUIIBHO BbIOpa-
a1 0o0e BakKIUHBI TOJBKO 54 Bpaya WIM JOJsS OT BCEX OIMPOIIEHHBIX
38,85%, xoTopas 3HauuMo otiauvaerca ot 100%. B anketupoBaHuu yda-
ctBoBasio 408 ponureneit, u3 Hux 384 (94,1%) npencraBuTenn KEHCKOTO
nona, 24 (5,9%) myxkckoro. beuio BbisiBiIeHO, uTo nulb 270 (66,18%) po-
TUTeNed TMPOBOJAT BAKI[MHAIIMIO CBOMM JIeTsIM, B TO Bpemsi kKak 138
(33,82%) 0TKa3bIBAOTCS OT MPOBEACHUS MPOPUIAKTUUECKUX PUBUBOK.

OcBeOMJIIEHHOCTDh POJIUTENICH O CYIIECTBOBAaHUM BaKIMHBI MPOTHUB
BITY pacnpenenunach Ttak: 258 (63,23%) 3uarot, 150 (36,76%) — He ume-
10T TipecTaBieHus. M3 onpoca cnenyer, uro 344 (84,31%) pecrionaeHTam
YYaCTKOBBIN Bpau-neauaTp PeKOMEH0BaJ MPOBECTH BAKIIMHAIIMIO MPOTUB
BITY, oxgnako 64 (15,69%) poauTtens He MOIydaii KOHKPETHOM PEKOMEH-
Januvu. 3HauYMTEeIbHAs 4acTh y4acTBOBaBIIMX pojuteneid 226 (55,39%)
3HaeT O MOCJIEACTBHAX 3a0oJieBaHMi, cBa3aHHBIX ¢ BIIY, omxmako 182
(44,61%) He nmoranpiBaeTcs 0 HuUX. M3 aHkeTHpyeMbIx poautenenn 176
(43,14%) ykazany, 4TO y3HAIOT O BaKIMHONPO(DHIAKTUKE OT Bpayei-
neauatpos, 144 (35,29%) u3 unrepueta, 88 (21,57%) ot 3HakoMbIx. Cpe-
T IPUOPUTETHBIX UCTOYHUKOB MOJYy4YeHUS MH(POpMAIMU O BAKIIMHOIPO-
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dunakTUke y AeTel Ha MepBOM MecTe CTOUT Bpau-nienuatp 378 (92,64%),
Ha BTopoM uHTEpHET 102 (25,00%), HA TpeTheM 3HakoMbIE 44 (10,78%).

BoiBoabl. OnpollleHHbIE Bpauu-TIeAUaTPbl U POJUTEIN UMEIOT pas-
Ju4HbIe 3HaHMS 00 ocoOeHHocTsx mnposiBieHuit BITY. Tonbko 35,25%
Bpayeil-neAMaTpoB 3TON BHIOOPKH MPABWIHHO MPEJCTABIAIOT MYyTH UHPU-
uupoBanus, 7,7% He 3HAIOT 0 cymecTtBoBaHuM BakuuHbl BITY u 5,6% He
BKJIIOYAIOT BaKI[MHAIIMIO B KalleHAaph NpuBUBOK. M Tosbko 38,85% Bpa-
Yell OpUEHTUPYIOTCS TPABUIIBHO B BAaKIMHAX, XOTS MPAKTUYECKH BCE 3HA-
I0T 0 HEOOXOJMMOCTH MPOBOAUTH BakuuHaiuio. M3 ponureneit 66,18%
BaKIMHUPYIOT CBOMX Jereu, T. K. 63,23% 3Hanu o mpuBHUBKAaX. A BOT
15,69% poauteneit He ObLIM UH(POPMHUPOBAHBI BpayaMu-TieJuaTpaMu yda-
CTKOBBIMH, XOTsI MOJABJISIONICE OONBITUHCTBO poauteneit 92,64% xorenu
Obl, 9YTOOBI Y4aCTKOBBIN Bpad-neauaTp COOOIINI UM O BaKIIMHAIWH.

Jluteparypa:

1. BakuuHonpodunakTiuka 3a001€BaHNN, BHI3BAHHBIX BHPYCOM MAIHILIO-
MBI YEJIOBEKA: MO3UIMU JI0Ka3aTeabHON MeauuuHbl. O030p KIWHUYE-
ckux pexomenmamuii / A.A. Bbapanos, JI.C. Hama3zosa-bapanosa,
B.K. Tarouenko [u ap.] // Bonpocsr coBpemennoit neguarpun. — 2017.
—T. 16, Ne2. — C. 107.2-117.2.

2. O030p BaKIMHAIIMU MIPOTHUB HAMLIOMaBUPYCHON MHMEKIu B mupe /
JI.C. HamazoBa-bapanosa, JI.C. Uemakuna, E.A. Bummnésa [u np.] //
[Temquatpudeckas papmakonorus. — 2019. — Nel. — C. 80-85.

3. PykoBoacTBa 1o mpoduiakThke 3a00seBaHUS/CHHAPOMOB BakInHO-
npoduIakTUKa 3a00JIeBaHMM, BBI3BAHHBIX BUPYCOM MANMMIJIOMBI Y€JI0-
Beka. Coro3 neauarpoB Poccun. 2017 1.



Kinuanveckui ciryqyai: Tax€1ass KOMOMHUPOBAHHAS UMMYHHAS
HEJOCTATOYHOCTH Y HOBOPOXKIAEHHOT 0
BCJICACTBHE HacJIeJ0BaHHON MyTauuu B renax AK2 u MARS2

Komuna Hamanwvs 3axaposua, Hzomosa [ anuna Huxonaeéna,
Babuwesuu B.A., Huwesa Enena Cemenosna

Hayunsin pykoBoautens: a.M.H. CtapeBckas C.B.
CeBepo-3anagHblii rOCYJapCTBEHHBIN MEIUIIUHCKUNA YHUBEPCUTET
uM. .. MeunukoBa, r. Cankt-IlerepOypr
CankTt-IleTepOyprckuil rocy1apCTBEHHBIN eAUATPUUECKUN
MEIUIMHCKUN yHUBepcuTeT, I. Cankt-IleTepOypr
JleTckuii ropoICKO MHOTONTPOPUIBHBIN KITMHUYECKUT
CIICLIMAJIN3UPOBAHHBINA [IEHTP BHICOKMX MEIUIUHCKUX TEXHOJIOTUH,
r. Cankr-IletepOypr
CankTt-IleTepOyprckuii HaydYHO-UCCAEA0BATEIbCKUN MHCTUTYT
®dTu3znonynbmMoHoNorun», r. Cankr-Ilerepoypr

C yJIydlIeHWEM JUArHOCTUYECKHX BO3MOXKHOCTEM W BBEICHUEM
PACHIMPEHHOIO0 HEOHATAIIBHOTO CKpUHUHTA yacToTa BeisiBieHUsA [1M1]] 3Ha-
YUTEJIbHO yBenuuwiachk. [lo mocienHuM JaHHBIM JIMTEPATyphl 4acTOTa
MEPBUYHBIX UMMYHOAEPUIIUTOB cocTaBigeT 1 ciaydait Ha 10000 yenoBexk.
Csenenusa o [IM]] HakarmMBarOTCS B TEOMETPUUECKOW MIPOTPECCUH; B Ha-
crosiiee Bpems uzBectHo o 400-500 BapuaHTax nmarojiornu. PanHee BbISAB-
nenue [N/, xapakrepuctuka 3a001€BaHUAd U YTOUYHEHUE €r0 I'€HEeTHUYe-
CKMX OCHOB MMEET MEPBOCTENCHHOE 3HAYCHUE, T.K. SIBIIETCA ONPEHEISTIO-
UM B HE3aMEIUTEIIbHBIX MEPax MO €ro KOPPEKIMU, YTO UMEET MPUHIIU-
MAATBHOE 3HAYECHUE B JAJbHEUIIIEM ITPOTHO3E.

Heabio Hamelr paOOTHI ABISETCS OMUCAHUE KJIMHUYECKOTO Cllydas
TSKETON KOMOMHUPOBAHHOM MMMYHHOW HEJIOCTATOYHOCTH, OOYCIIOBJICH-
HOT'O PaHEE HE OMMCAHHOW T€HETUYECKON aHOMAaJIneH. JInaruio3 BeICTaBIEH
nalueHTy B Bo3pacTe a0 1,5 mecsma. Onucanbl 0COOEHHOCTU AUATrHOCTH-
KM, aJTOPUTM BEICHUS W MapUIPyTHU3ALHNU MAlU€HTa MJIsl STAalTHOW KOp-
PEKIIMY UMMYHHOTO CTaTyca.

Marepuaabl U mMeroabl. Pe6éHok K., MOHOIICHHBIN MalOBECHBIN
MaJburK OT MaTepu 34 jeT. 1 6epeMeHHOCTh — CPOUYHBIE POJIbI, PEOSHOK
3710pOB (JIeBOYKA OT JAPYTroro OMOJIOTMYECKOTO OTIa). 2 OEPEeMEHHOCTh —
HacTosmas, npotekana Ha ¢done COVID-19 B 18 nenens, 3BYP, xanau-
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no3Horo ByiabBoBaruHuta. Ponsl I Ha 38 Henene recraunu. Bec npu pox-
nenanu 1720 r.

B 1 cytku xu3nu tpancrnoptupoBan B OPUTH nerckoit 60JIbHUIIBI,
7€ TI0 COBOKYMHOCTH KJIMHHUKO-JTa0OpPaTOPHBIX U aHAMHECTUYECKUX JIaH-
HBIX ObLTa 3aperucTpupoBaHa MHGEKIUs, TUIMYHAS JJI1 IEPUHATAIBHOTO
Iepuoaa.

C poxneHus B reMorpamme oOpalmiaeT Ha ce0si BHUMaHHUE TsDKEmast
JICHKOINEeHUS/HEUTpOTieH s, abCOoMoTHAasT TUMQONEHUST U TPOMOOLUTOIIE-
HUSI IPU COXPAHHBIX MOKA3aTENsIX AaKTUBHOCTHU 3PUTPOIIOI3a, 0€3 Mpru3Ha-
KOB aHEMHUHU U reMoju3a (HOpMaJbHBIA FeMOTJIOONH ¢ HOPMaJIbHBIMHU Xa-
PaKTEpUCTUKAMU SPUTPOIUTOB, OTpuliaTeabHou mpodoit Kymbca). Bripa-
’KEHHOE TOBBIIICHUE KOJMYecTBa HOpMOIUTOB (Oosiee 1600 Ha 100 neii-
KOILIUTOB) HUCTOJKOBAHO KaK peaKIius Ha CUCTEMHYI0 HHGeKIIo. B cBs3u ¢
BBISIBIICHHOW JIMM(OTNIEHUEH BBHITIOJIHEHO HCCIEAOBAaHUE KIIETOK mepude-
pUYECKON KPOBU Ha CYyOINOMYJISIIUOHHBIM COCTAaB JUMQOIIUTOB: PE3KOE
cHuKeHre Bcex ¢pakiuil T-muM@POIMTOB MpU OTHOCUTEIHHOM YBEIIUYE-
HuU nponopiu B-nmumdornuTos. [Ipu nccnenoBaHun CHIBOPOTOUYHBIX WM-
MYHOIJIOOYJIMHOB BBISIBIIEH ypoBeHb IgG Ha HIKHEW TpaHUIlE HOPMBI,
ypoBHHU IgM u IgA cHmkensl 60jee yeM B 2 pasa.

PeGénky obecneuen ctepuibHbIM O0kc. Hayata mocTosiHHAs aHTH-
MUKpPOOHAasi U AHTUMHUKOTHYECKas MNPOQPUIAKTHKA, B JIEKPETUPOBAHHBIC
CPOKH MPOBOJIMIIOCH BBEJICHUE BHYTPUBEHHOTO UMMYHOTJIO0YJIUHA.

B xoxe ynbTpa3ByKOBOTro 0OOCJIE€NOBAaHUSI HE yJaJOCh BU3yalU3UPO-
BaTth TUMYC. [Io nanubiM MCKT rpyaHo# KiIeTKH, TPOBEAEHHON B BO3pac-
Te 1 MecsIa XKU3HU, BBISIBIEHA BIPAXKCHHASA THIOIIIA3U TUMYCA.

B xone oOcnenoBanus Ha NMEPBUYHBIA UMMYHOJAE(PUIUT BBHISIBICHO
nonHoe orcyrctBue TREC. IIpoBeneHo MmoOMHOE 3K30MHOE CEKBEHHPOBA-
HHE, 10 TAHHBIM KOTOPOTO BBISIBJIEH PAHEE HE ONMMCAHHBIA BAPUAHT HYK-
JEOTUIHON MOCIEA0BATEILHOCTH B 3K30He 6 reHa AK2 (momoxkeHue
chrl:334789721>C) B roMO-réeMU3UTOTHOM COCTOSIHUU, TPOBOMSIIMI K
MHCCEHC-3aMEeHe, a Takxke reHa MARS2 B reTtepo3uroTHoM COCTOSHUH.
JlaHHBIA BapuaHT HE 3apPETUCTPUPOBAH B KOHTPOJIHLHOW BBIOOpKE
GenomeAggregationGatabase. Bapuantsl B rene AK2, B Tom uuciie, Tumna
MHCCEHC, B TOMO3UTOTHOM M KOMITAYHA-TETEPO3UTOTHOM COCTOSIHUM OIH-
CaHbl y MAIMEHTOB C PETUKYJISIPHBIM JHucreHe30M. [Io COBOKymHOCTH CBe-
JCHUN BBIABJICHHBIM BAapUAHT PACLEHEH KaK IaTOT€HHBIM, SBISIOLIANCS
HauOoJsiee BEpOATHON NPUUMHOM 3a00JIeBaHUs.

Metonom HLA-TunupoBaHus BhISIBIIEHA COBMECTUMOCTh C OHMOJIOTH-
YECKUM OTIIOM peOEHKa, TTOCIIE YETo B BO3pacTe 2 MecAIeB 6 CYyTOK KU3HU
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ocyliecTBiieHa neperocnutanu3anus pedéuka B «HUN Jerckoir OHkolo-
run, ['ematonornu u Tpancmmantosoruu wumenu P. [opOGaudeBoit» s
MOJITOTOBKHU K TPAHCIUIAHTAIMHA T'€MOITO3TUYECKUX CTBOJIOBBIX KIIETOK.

Oc00EHHOCTBHIO HACTOSIIETO KJIMHUYECKOTO HAOJIOACHUS SIBIISCTCS
paHee He OMUCaHHAsi TeHeTHYECKas aHOMaJTM s, HOCUTEISIMA KOTOPOH ObLITH
ouonornueckue poautenu. CBOEBpeMEHHAasi MOCTAaHOBKA JUArHo3a, yToy-
HEHHUE €r0 N'€HETUYECKOW OCHOBBI, TECHOE B3aUMOJICMCTBUE TPYIIbI CIIE-
[IUAJTUCTOB PA3IMYHOTO NMPOuisi NaéT BHICOKYIO BEPOSTHOCTH YCICIIHOMN
tpancantanuu [ CK.

BouiBoabl: /[aHHBIM KIMHUYECKUWA CIIydyal JEMOHCTPUPYET pPAHHEE
BbIsiBJIcHHE TsKEIOM KOMOMHMPOBAHHOM WMMYHHOW HEJOCTAaTOYHOCTH,
0COOCHHOCTH €€ KJIMHUYECKUX U JIaDOPATOPHBIX MPOSIBICHUN B KOHKPET-
HOM cityyae. LlenecooOpa3Ho pelieHre Bornpoca 0 HEOOXOIUMOCTH BKITIO-
YEHUSI BBISIBJICHHOTO T€HETHYECKOro JedexTa B 0a3y reHeTUYeCKUX aHO-
MaJIiii, aCCOIMMPOBAHHBIX C MEPBUYHBIMU UMMYHOAEDUITUTAMMU.

Kiannuyeckasi KaApTHHA NEPBUYHOT0 MMMYHOAe(UUIMTA Y IeTei

I'ypuna Enena Cepeeesna

Hayunsb1ii pykoBoaurens: A.M.H. bypaynkas A.B.
KyOaHckuil rocy1apCTBEHHBIA MEIUITUHCKUN YHUBEPCUTET,
r. Kpacnonap

AKTyaJabHOCTh. [lepBrunbie nMmyHoaeduuutsl (IT1]]) — xu3neyrpo-
xKarouue 3a00JIeBaHUsl C BBIPAKEHHOW T'€HETUYECKOW T'e€TepOr€HHOCTHIO, B
OCHOBE KOTOPBIX JISKAT NCPEKThI pa3INIHbIX 3BEHbeB UMMYHHUTeTA [1].

Heas wuccaenoBanus. I[IpoBecTM aHaIN3 KIMHUYECKOW KapTUHBI
MEPBUYHOr0 UMMYHOAe(UIINTA Y MaJbuuKa 2 I. 9 Mec. U IeBOUKH 9 JieT.

Pe3yabTarsl Hccae10BaHUS.

Manbuuk M. 2 r. 9 mec., TOCTyNnuI B IMyJIbBMOHOJIOTHYECKOE OTAEIE-
Hue JIKKB c xanmo0amu Ha BBIpaKEHHYIO OJIBIIIKY, CIA00OCTh,M Kalleb.
AHamHe3 3a00JieBaHUS: PEIUIUBUPYIOMIUM WHOEKIMOHHBIM CHHIPOM B
BUJie BO3BpaTHhIX uHbekuuil. B despane 2022 r. OonpHOW JNeuusics B
JIOP-otnenennun JIKKDB mo moBoy ocTporo naHCHHYCUTa U XPOHHUYECKO-
ro (papuHrura.

[Ipr MOCTYNIEHHU COCTOSHUE TSHKEIOE, BBIPAXKEHHAS JbIXATEIbHAS
HEJ0CTATOYHOCTh, HHTOKCUKAIUS, BAJIOCTh. KOXKHBIE TOKPOBBI OJIEAHBIE C
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CEpOBaThIM OTTEHKOM, OTMEYAIOTCS COCYIMCTHIE 3B€30UKH Ha KOXKE IIEK,
B TIOSCHUYHON 00JIACTH - OTMEYaloTCsl IATHA I[BeTa KOo(e C MOJIOKOM.
[Toaxox)HO-)KMpPOBasi KJIeTUYaTKa pa3BuTa ciabo, paBHOMEPHO pacmpeelie-
Ha. [lanbnupyrorcst Bce rpynmbl JUMQPATAYECKUX Y3JIOB, MOIUYETIOCTHOU
muMmpatrdeckuid y3en cieBa yBenudeH (3,5 x 2,5 cMm), 0€30051€3HEHHBIH,
3JIACTUYHBIM, HE CIasgH C OKpyKarollerd Tkanbto. HocoBoe apixanue 3a-
TPYAHEHHOE, OTIEIsIEMOe CIU3UCTOE. ['pyaHast KJI€TKa BOPOHKOOOpa3HOU
dopmbl, YJI - ot 50 no 58 B Munyty. Onplllika cMeIIanHasi, ¢ mpeodiaa-
HUEM HWHCIHUPATOPHOTO KOMMOHEHTa. [Ipu mepkyccuu 3ByK HE HM3MEHEH,
MpU ayCKyJbTallud ¢ 00€UX CTOPOH BBICHYIIMBAIOTCS Pa3HOKAIUOEPHBIE
BJIQYKHBIE KPEMUTUPYIOLIUE U Menkomy3bipuarbie xpunbl. YCC- 130 B mu-
HyTy. TOHBI cep/illa pUTMHYHBIC, PUTTYIICHHBIC, BBICIYIITUBACTCS CHCTO-
JIMYECKAM IIyM Ha Bepxywke. [ 'emaromeranus +2 cM.

W3menenus B 1a00paTOPHBIX UCCICAOBAHUAX: OOIIMNA aHATU3 KPOBH
Ha MOMEHT noctymieHus: JI. — 10,7)(109 /1, 3p. - 4,59X1012/J1, Hb - 1061/,
TpoMOoII. - 432X109/JI, 703. — 10,5%, mon. — 10,4%, mumd. — 50,6%.

buoxuMuueckuii ananu3 KpoBu: oommii 6emok - 56 r/n, ALT/AST —
7/29E/n, MoueBnHa - 4,8 MMOJB/I, CBIBOPOTOYHOE Keile3o - 6,28
MMouIw/11, OXKCC - 67,4 MMOJIB/II.

YpoBeHb UMMYHOTJIOOYJMHOB B CHIBOPOTKE KpoBu: Ig A - 0,72 r/m,
Ig M -0,37 t/n, 1gG - 6,2 /1 (IMCUMMYHOTI00YJIMHEMUS 32 CYET HU3KOTO
conepkanus IgA u nedunura IgG).

Nmmynoremaronornueckue uccienopanuss CD mapkepos: CD 45+
aumborutoB 38,4%; CD 3+ mumdormuror 70,4% (62-69); CD 3+abs 3,8
Abs/cent(1,8-3); CD 19+ mumdonuroB 24,8% (21-28); CD 19+abs 1,34
Abs/cent (0,7-1.3); CD 4+ nmumdoruton 48.3% (30-40); CD 3+ CD 4+ abs
2,61 Abs/cent (1-1,8); CD 8+ nmumdornmros 15,2% (25-35); CD 3+ CD 8+
abs0,82Abs/cent (0,8-1,5); CD 16+/ CD 56+ aumdoruror 3,6% (8-15);
CD 3-(CD 16+56+) abs 0,19 Abs/cent (0,2-0,6); Ratio (CD4:CD8) 3,18
(1-1,6).

C yu€tom 0coOCHHOCTEM aHaMHe3a, KIMHUYECKUX JaHHBIX U PE3yJib-
TATOB JIAOOPATOPHBIX M MHCTPYMCHTAJIBHBIX HMCCIICIOBAHUA OBLIT BHICTAB-
neH nuarno3 [IN]] HeyTouHEHHBIN.

JeBouka A. 9 neT, ¢ 4acThIMHU 3MU30JaMU PECIMPATOPHBIX 3a001e-
BaHWHA C 3aTsHKHBIM TE€UeHHEM, 0e3 Tepaluu aHTHOMOTHMKAMH HE BBI3JIO-
paBiIuBacT. B TeueHWM TMOCJICIHETO ToJla B aHAIM3aX M3MCHCHHUS B BUIC
aHEeMHUH, TPOMOOILUTOIICHUH, JICHKONEHNH. BriepBbie rocnurain3upoBaHa
B ornenenue Oukosioruu u remaronoruu JIKKbB r. KpacHonapa B ceHTs10-
pe 2022 r., ObLJI0 IPOBEJEHO 00CIeI0BaHNE:
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OO6muii ananu3 xkposu: JI - 4,39x109/n, . - 2,71X1012/JI, Hb - 91
/1, TpOMOOII. - 54x10%/n, Hentpod. - 16,6%.

NmmyHorematonorudeckue uccienoBanus: [Ipoda Kymbca — oTpu-
narensHas. CD mapkepsr: CD 45+ numdonuros 80,3%; CD 3+ numdoru-
ToB 67,2%66-76; CD 3+abs 4,3 Abs/cent 1,4-2; CD 19+ numdouuTos
7,1%12-22; CD 19+abs 0,45 Abs/cent 0,3-0,5; CD 4+ amumdorutor 38,9%
(33-4); CD 3+ CD 4+ abs 2,49 Abs/cent (0,7-1.1); CD 8+ mumdornu-
TtoB25,1% (27-35);CD 3+ CD 8+ abs 1,61 Abs/cent (0,6-0,9); CD 16+/ CD
56+ mumdoruros 24,7% (9-16); CD 3-(CD 16+56+) abs 1,58 Abs/cent
(0,2-0,6); Ratio (CD4:CD8) 1,55 (1-1,4).

MuenorpaMmma: myHKTaT O€IeH, COAEPKUT JOCTATOUYHOE KOJIMYECTBO
HEUTPAIBbHOTO KUPA U SJIEMEHTOB CTPOMBI. DPUTPOUJIHBIN POCTOK COXpa-
HEH, DPUTPOII033 HOPMOOIACTUYECKOTO THUIIA, TEMOTJIOOMHU3AIMS B MPE-
nejlax HOpMbl. MerakapuonuTapHbli POCTOK COXPaHEH, MNPEACTAaBIICH
KJIETKaMH DPa3HOM CTEMEHM 3PEeSIOCTH C HapyIIeHHON (DYHKIIMOHAIBHOMN
NEATENBHOCTBIO.

i Bepudukanumu auar€o3a ObBUIO TPOBEACHO MOJEKYJISIPHO-
Ir€HETUYECKOE UCCIIeI0BAaHUE, BhIsIBICHO M3MeHeHne B rene RADS0 (acco-
nuupoBanHoe ¢ HuliMren-nmogoOusiM cunapoMoM) u B rene ERCC4 (ac-
conuupoBaHHoe ¢ aHemueid dankonu). IlanMeHTKE BHICTABIEH AUATHO3:
[T/l HeyTouHEHHBIN. MHUETOAUCTIIIACTUYECKUN CUHIPOM HEYTOUYHEHHBIM.
KoHncTuTynimoHanbHast aHeMust HEYTOYHEHHAs.

BoeiBoabl. B Hacrosimiee Bpems cymiectByeT 6osiee 400 onmmcaHHBIX
[IN/], xoTopble OTHOCATCS K TpyImme opdaHHbIX OosiesHel. [Ipu panHem
YCTaHOBJICHUM AUarHo3a Bo3MokHa tepanus [11/] ¢ BO3MOXHOCTBIO MMOJI-
HOILICHHOM KW3HH, & MHOTJIA U TIOJIHOTO BBI3JOPOBIICHUS [2].

Jluteparypa
1. Bakuunanust aereil ¢ nepBuuHbiMU uMMyHoaepunutamu / N.JI. Co-
noBbeBa, A.A. Xacanosa, A.Il. Uepnanues [u ap.]. B xH.: Bakuunanus
JeTed C COMATUYECKOW MaToJioruer: ydyeOHOoe mocoOue aJisi Bpayew,
KIIMHUYECKUX OpPIAMHATOPOB, cTylneHToB. — M.: OOO «Otmapa.Her»,
2022. - C. 41-51.
2. llenecooOpa3HOCTh HEOHATAIBHOTO CKPUHHUHIA TMEPBUYHBIX MMMYHO-
nepumutHbIX coctossuuit /| UM.A. Kopcynckmit, M.A. Topaykosa,

A.C. Cupnosa [u np.] // PMXK. — 2018. — Ne9. — C. 29-32.
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bbITh MK He ObITH poxkaAeHHBIM. Cunapom Ilaray...

I'ypuna Anacmacus Imumpuesna, bopviuesa Anacmacus PomanosHna,
broxosa Examepuna I0yapoosua, Byaux Anacmacus [{mumpuesna

Hayunblii pykoBogutens: K.M.H., nou. @ennna H.B.
Psi3aHCcKkul rocy1apCTBEHHbBIA MEIUIITUHCKUN YHUBEPCUTET
nMmenu akagemuka H.I1. I1aBiaoBa, . Psi3anb

Cunapom Ilaray - 3T0O XpOMOCOMHasi aHOMaNMs, MPEICTABIAIOIIAS
coboit Tpucomuto mo 13-oif mape aytocoMm. Bkirouaer B cebsi MHOXKECT-
BEHHBIC Je(PEKThl HEPBHOM CHUCTEMBI, IJ1a3, KOCTHO-MBIIIECYHON CHUCTEMBI,
cepaua ©  aAp. Yacrora  BCTpeyaeMoCTH  cocTaBiasieT 1 Ha
7000H0BOpOXAEHHBIX. [IporHo3 HeOmaronpusTHbid, 95% OO0NBHBIX YMU-
paer Ha MEpPBOM TOJy KM3HHM. Hall KIMHAYECKHH Cydail O MAalUEHTKE C
JAHHBIM CHHAPOMOM.

Heab: mpoBeCTH aHAIN3 KIMHUYECKOTO Cly4das, MOJHATH AKTyallb-
HYIO0 A3THYECKYIO MpoO0ieMy, CBS3aHHYIO C IMPOJOHTMPOBAHUEM OEpeMEH-
HOCTH IIPY HAUIMYUW MEJULIMHCKUX MMOKAa3aHUM K €€ MPEPBIBAHUIO

Martepuanbl U MetToabl: M3ydenune uctopuil 00JIe3HU MalMEHTA,
cOOp aHaMHEe3a U METULIUHCKUNA OCMOTP.

[Tatiment M. ot 4-ii OepeMEHHOCTH, Yrpo3a MpepbIBaHus, poJbl 4-¢,
cpounblie ¢ BecoMm 3130 r, myunoi Tena 53 cm B OKIII. Ha cpoke 24-25
HeJeNlb BHYTPUYTPOOHO YCTAHOBJIEHA XPOMOCOMHASI aHOMAJHSl CUHIPOM
[Tatay. [IpoBenéH nmepuHaTaIbHBIM KOHCUIUYM, CEMbSl PEOEHKA MpPHUHSIIA
pelieHnue O MPOJIOHTMPOBAHUU OEpEMEHHOCTH. Uepe3 Mecsl Mocie pokK-
JeHusi peOEHKY MPUCBOCH MAJTMATUBHBIN CTATYC.

Hunarno3: Cungpowm Ilatay. Bpoxnénnsii nopok passutust LIHC: ru-
MOILJIA3Usl KOPBI TOJIOBHOTO MO3ra, THIOIUIA3Hs YepBs MO3KeUKa. Terparna-
pe3. Hucharus. Mukpodranbm. BpoxIEHHBII TMOPOK pa3BUTHS Cepjla:
JAMIIIL.BpoX1€HHBIM MOPOK pPa3BUTUSA YEIIOCTHO-JIULEBOIO armapara:
pacuiennHa TBEpAoro Heda. ['uneprenopusMm. Jlucnasus yIIHbIX paKOBHUH.

OcnoxHenust: J[ByCTOpOHHSII THEBMOHUS, TshkEnoe teuenue. JJH 2
creneHu. AHeMusi 1 CTEneHu, CMENIaHHOM 3THUOJIOTUHU. ATIHO? LIEHTpPalb-
HOTO T€He3a. 3aBUCUMOCTD OT pecnuparopa. XpOHUYECKUN MUKpPOACIIUpa-
OUOHHBIA CHUHIPOM. ['acTposHTepuT cMmemaHHou 3Tuonoruu. ComyTcTt-
Byromui: Hocuresns TpaxeocToMbl. HocUTeENb raCTpOCTOMBI.

o 4-x nenenp Haxoamnack Ha UBJI. C 5 Henenb mepeBeieHa Ha ca-
MOCTOSTENIBHOE bIXaHue. B Bo3pacTe 7 Henenb MPOU30MIEN NIEPBBIM IIU-
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3011 actiupanuu ¢ necarypanuei 10 90%. B 8 Hengens nepeeaena B OPUT
(SpO2 80%) na MBJI, roe naxomunacey g0 10-ii Heaenu xu3uu. B 13 ne-
JeJib yCTaHOBJIeHa ractpocToMa. C 18 Henenb caMOCTOSITEIbHOE JbIXaHUE
4yepe3 TpaxeocToMy, YPOBEHb reMOrioOnHa yrnai A0 74 r/i, aajee mosio-
KUTEIIbHOW JUHAMHUKH HE HAOII0/1a10Cch. B TeueHune xu3Hu y peObEHKa He-
OJHOKPATHO MPOSIBIISIIMCH 3MU30bI JIecaTypallii U altHO?, MOIbEMBI TEM-
nepatypa 10 ¢edpmibHbIX 1Mdp, 6oseBoit cunapoM. B Bo3pacTe 7 mecs-
IIEB OCTAaHOBKA CEPJICUYHON IeATeIHbHOCTH, KOHCTAaTHpOBaHA OMOJIOTHYE-
CKasi cMepTh peOEHKa. DTOMY MHPEAIIeCTBOBAIHN, ABYCTOPOHHSS IMTHEBMO-
Hus, [JH 3 crenenu, runorepmus, KOMa TPEThEW CTEIICHMU.

NHCTpyMEHTaIbHBIE HCCIEA0BAHUS, KOTOPBIE MPOBOJAWIMCH IAIlv-
enrke: IKI', Y3U OBbII, 9XO-KI', HCI', ®I'IC, pentrenorpamma OI'K;
nabopatopubsie: OAK, OAM, ouoxumus kpou, KII[C,moceB otnensemoro
IBIXaTENBHBIX ITyTeH Ha adpoOHYI0 M (PaKyJIbTaTUBHO-aHAYPOOHYIO OaKTe-
puanbHyo ¢uopy. JleueHue: MHOTOYUCIECHHbBIE KYPChl aHTUOMOTHUKOB, KH-
cinopoaoTepanus, ooe3oommBanue u I'KC.

BbIBOALI:

BrixaxkuBaHHue TaKHX IMAIMEHTOB IIPE/ICTABIISICT BHICOKOTEXHOJIOT Y-
Hyto nomomib. 100% nanuMeHToB MMEHOT NaUIMaTUBHBIN cTaTyc. Borpoc
POXKICHUSI TaKOro peOEHKA B CllydasX IMpPEeHaTaJbHOM JUAarHOCTUKHU IMPE-
CTaBJISICT CIIOXKHBIN THUYECKUM/MOpaNIbHBIN /peIUruO3HBIN Bompoc. B 1ro-
OOM cilydae, pelieHne O MPOJOHTHPOBAHUHM OCPEMEHHOCTH U POXKIACHUM
peOEHKa — BBIOOP poUTENEH, KOTOPBIM HEOOXOMMO YBaXKaTh.

Jluteparypa:

1. MenuimHcKasi TEHETHUKA: HAIMOHAJbHOE PYKOBOJICTBO / TOM PEx.
E.K. I'mnrepa, B.IL. Ily3eipeBa, C.1. Kyuea. — M.: I DOTAP-Menua,
2022.

2. PanHss mpeHaranbHas AuarHocthka cuHjupoma Ilaray / H.A. AnTeIH-
Huk, M.B. Mensenes. — Bonrorpan, 2013. — C. 75-78.

3. T'opoynoBa, B.H. Memununckas reaeruka /| B.H. TopOynoBa. — Bopo-
Hex, 2015.
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Kinuanveckui cirydad (PeHWIKETOHYPHUH: MO3AHAS JUATHOCTUKA

Hcaakan IOpuii Apcenoeuy, I punn Mapam Pycmemosuu,
Capyxansn Unona I'acuxosua, Koxwaposa Tamuvsana Cepeeegna,
Moucees Kupunn Bumanvesuu

Hayunsin pykoBoautens: k.M.H. Ctenanosa E.O.
[TepBbiii MOCKOBCKHM TOCYAapCTBEHHBIN MEAULIMHCKUA YHUBEPCUTET
uM. .M. CeuenoBa (CeueHOBCKUI YHUBEPCUTET), T'. MoCKkBa

®enunkeronypusi (PKVY) — 310 cocTosiHMe, BO3HUKAIOIIEE MU3-3a JIe-
¢unrTa QeHuTaTaHMHTUAPOKCHUIIa3hl BCICACTBUE MyTallUd B COOTBETCT-
BYIOIIEM T€HE, SABIACTCA PEAKHUM ayTOCOMHO-PELECCUBHBIM BPOXKICHHBIM
HapylleHHeM MeTaboin3Ma (eHWIalaHuHa, COMPOBOXKAAIOIIUMCS  3a-
NEPKKON Pa3BUTHSA, ICUXUUYECKUMU U HEBPOJOTHMYECKUMU HAPYLICHUSAMU,
MOCBETJICHUEM BOJIOC U PAJIYKKH TJIa3, CrelU(PUUIECKUM 3aaxoM MOYH U
nota. PacnpocTpaH€HHOCTh TaHHOTO 3a00JIeBaHUs B MUPE BapbUPYETCS U
cocraBiisieT B cpeaHem okosio 1:10000 HOBOpOKAEHHBIX. PaHHsIs nuarHo-
CTHKa OCHOBAaHA HAa CKPUHUHIC HOBOPOXIEHHBIX. Ecnu jieueHune HayaTo
BOBPEMSI U MPOJIOIKACTCSA, TO HE MPOUCXOJUT CYIIECTBEHHOTO MOPAKEHHUS
ITHC. OCHOBHBIM METOAOM JICUCHUS MO-NPEKHEMY SIBISIETCS NUETA, IO-
CKOJIbKY (papMakojiorTuueckoe JieueHue (terparuapoduontepud - BH4;
nerujupoBaHHas (eHuIaIaHWH-aMMUAKIas3a, KoTopas TpeOyeT exe-
JHEBHBIX MOJKOKHBIX MHBEKIIMA W MOXET BBI3bIBaTh AJUICPTUUYECKUE Pe-
aKIIMH1) TTOKa3aHO HE BCEM IMallMeHTaM.

Heasn. [IpencraBute knuHnyeckuii cnydyan ®KY y nanueHta B BO3-
pacre ABYX JET.

Martepuansl u Meroabl. Knunuyeckoe oOcneoBaHue, aHAIU3 Me-
JTUIMHCKON IOKYMEHTAIINH, TeHETUUECKON 00CIeI0BaHHUE.

PesyabTarbl. B oTaeneHne moOCTynmuia Maldb4YWK JBYXJIETHETO BO3-
pacrta ¢ quarHo3om «Aytusm». [Ipu ocMOTpe OTMEYAINCH CBETIIBIE BOJIO-
Chl, U, CO CJIOB POJIUTEIICH, TPUCYTCTBOBAJ HEOOBIUHBIN 11 MaJbUUKa 3a-
nax. Mcropust nepuHataibHOTO U (PU3UKATBLHOTO 00CIe0BaHMs Obljia HU-
4yeM He nmpumMedaresibHoM. CeMelHbld aHaMHe3 He OTAroméH. Heonaranb-
HBII CKPUHUHT Ha BPOXXJACHHBIE HApYIIEHUs OOMEHa BEIIECTB MO METOY
['aTtpu Obln oTpuULlaTEIbHBIM. THTEHCUBHOE MCUXOTEPANIEBTUYECKOE BME-
IaTEJIbCTBO TMOKA3aJ0 HE3HAYUTEIILHOE YJIYUIlICHUE. YUHUThIBAsT BO3MOXK-
HbIE HApyIIEeHUs OOMEHa BEIIECTB Y JETEN C HAPYIICHUSIMU Pa3BUTHS, ObLI
MpPOBEIEH OMOXMMUYECKUN TECT, BBISIBUBIIMYN MOBBIIICHUE YPOBHS (HEHU-
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nananvHa B KpoBU (970 MxMow/). [Ipu momMomm reHeTUYeCKOro TECTH-
pOBaHUA ObUT MOATBEPKACH NUArHO3 «DEHUTKETOHYPHUS» (MyTalMs B DK-
30H¢ 12-T0 TeHa (eHWITaTaHUHTUAPOKCUIIasbl). KOHTpOIb 4yBCTBUTEIb-
Hoctu kK BH4 611 orpuniarensapiM. MPT rosoBHOTO Mo3ra 6€3 1matoioru-
yeckux u3MeHeHui. Ilociie moCcTaHOBKM MarHo3a MalUeHT ObLI MepeBe-
IEH Ha JUETYy C OrpaHMYCHUEM cojiepkKaHus (peHmIanaHuHa. Y poBeHb (e-
HUJIAJJAHWHA U OLIEHKA MUTAHUS KOHTPOJUPOBAIUCH €KEHEAEIBHO, Orpa-
HUYEHHAs JMeTa B Hadayle JiedeHUs Obuta d(PGEKTUBHOW: yepe3 MecsI]
ypOBEHb (PeHUANIaIaHMHA KPOBU COCTABJISUT B CpeAHEM 84 MKMOJIB/JI.

CUMnOTOMAaTHKA YIIYYIIAIACH MTOCHE Ha3HAaYeHUs1 queThl. OJIHAKoO yepes
YEThIPE MECALIA MAIMEHT MPOSBISUT BBICOKYIO arpeCCUBHOCTb, HETEPIIEIIH-
BOCTh, IICHXOMOTOPHOE BO30Y>KJIEHHUE U CaMOTIOBPEKAIOIIIEE MTOBEJCHUE, B
TO BpEMs KakK YPOBEHb (pEHWJIAJIAaHWHA B KPOBU OCTABAJICS B MpeIeiax lee-
BOro. bein HazHaueH pucnepusion (HEHPOJIENTHK), TTOCIE Yero MPOOIeMbI C
MOBEJICHUEM YITYUIITHINCh; MAJTbUYUK CTaJl 00JI€€ CIIOKOMHBIM, UCTEPUUECKOE
MOBE/ICHUE HAOJIIOAANIOCh peke, OH CTall OoJiee ycumuuB. B To BpeMs Kiu-
HUYECKUN CTaTyC OTHOCHWJICA CKOpEe K YMCTBEHHOM OTCTAJIOCTH, YEM K ay-
ti3mMy. Kpome TOro, npou3onuio 4Ype3BblYaiHO 3aMETHOE U3MEHEHHE IIBETA
BOJIOC CO CBETJIOTO Ha TEMHO-KAIITAaHOBBIN U YPE3MEPHOE YBEIUUECHHUE BECA.

[Tociie MIUTENBHOTO MEPUOAA XOPOLIETO MOCTOSHHOTO THETUYECKOTO
KOHTPOJISI 1 OYEBUJIHOTO AMOILMOHAJIBHOTO YJIYUIICHUS Yy MalUEHTa Mpo-
M30MLIEN PEeUUAUB MPEAbIIyIIEd CUMITOMATUKHU, MPOSBISIOMIMNIACA BBI3bI-
BAIOIIMM  TIOBEJCHMEM, TPEBOTOM W  aTUNUYHOM  OOCECCHBHO-
KOMITYJIbCUBHOM CUMIITOMATUKON. JIeueHne OblI0 3aMEHEHO Ha TaJIoNepu-
101 (HEUpOJIENTHUK) B COUYETAHUU C KapOaMa3zenuHOM (IIPOTUBOCYIAOPOK-
HBII Tmpenapar), 0e3 moyiokuTelnbHOTo 3¢ dekra. CanponreprH ObLT Ha-
3HAQ4YEH HAa KOPOTKHUM UCIBITATEIBHBIN MEepUoJi 0€3 CYIIeCTBEHHOIO YIIyd-
meHus. B Hactosiimee Bpems y THanMeHTa HaOMIOJAIOTCA KIMHUYECKUE
MPOSIBJIEHUS YMCTBEHHOW OTCTAJIOCTH, TPEBOKHOCTH W arpeCCHUBHOCTH,
TpeOyIoIe MOCTOSHHOTO Ha0moieHusl. Ha maHHbI MOMEHT JIe4eHUE CO-
CTOUT U3 NMpUEMa HEMUPOJICITUKOB U KapOaMaszennHa, a TAaK’Ke MOJIHOTO CO-
OJIFOZICHUSI TUETHI C OTPAHUYCHHBIM MTOTpeOIeHHEM (peHUTaTaHNHA.

BoiBoabl. J[aHHOE COOOIEHHE OMUCHIBACT KIMHUYECKUN Clydan
OKY. 3a cu€T reHeTUYECKOr0 TECTUPOBAHMS, a TAK)KE€ aHAIM3a aHAMHE3a
nanueHTa yaajoch BEepU(UIIMPOBATH IHWArHO3 M HA3HAYHUThH aKTYaJIbHOE
nedyenue. [IpoBenéHHbIe MEPONPUSATHS MO3BOJUIN YIYUYIIUTh CUMIITOMA-
TUKY MalMeHTa, OJJHAKO MAaIllMEeHT BCE €€ HAXOAUTCA IMOJI HAOII0ICHUEM,
MOCKOJIbKY Ha JAHHBIA MOMEHT MOJIHOM PErpeCCHU BCEX CUMIITOMOB J0O-
OUTHCS HE YAAIIOCH.
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Jluteparypa

1. Management of phenylketonuria in Europe: survey results from 19
countries / N. Blau, A. Belanger-Quintana, M. Demirkol, [et al.] // Mol.
Genet. Metab. — 2010. — Vol. 99, No. 2. — P. 109-115.

2. Genotypes of 2579 patients with phenylketonuria reveal a high rate of
BH4 non-responders in Russia / P. Gundorova, A.A. Stepanova,
I.A. Kuznetsova, [et al.] // PLoS One. — 2019. Vol. 14, No. 1. —
P. e0211048. doi: 10.1371/journal.pone.0211048

3. Linking genotypes database with locus-specific database and genotype
phenotype correlation in phenylketonuria / S. Wettstein, J. Underhaug,
B. Perez, [et al.] // Eur. J. Hum. Genet. — 2015. — No. 3. — P. 302-309.

/IMHAMHKA 4aCTOTHI OCTPBHIX OCJIO0KHEHUI caxapHOro auadera 1 tuna
y JAeTeld U MOAPOCTKOB JIyraHCKOM HAPOAHOM pecimyOJIuKu

Kapamanewma Mapus Muxatinosna, Heanosa Onvea Anexcanopoena

Hayunsblii pykoBoautens: A.M.H. CupotueHko T.A.
JIyranckuu rocy1apCTBEHHBI MEAUIMHCKAN YHUBEPCUTET
nMmenu Cesaturens Jlyku, r. Jlyranck

TenaeHus K pocTy pacnpoCcTpaHEHHOCTH caxapHoro nuadera 1 Tu-
na (CI] 1 Tuna) B momyJisiiiuy JI€T€l U MOJPOCTKOB OCOOEHHO SIPKO MPO-
aBuiach B Jlyranckoit HaponHoit PecniyOnuke B mocienHee ASCATHICTHE
(2015-2022 1r.) ¢ MakCUMaJIbHBIMU ITU(paMU TPHUPOCTA 3a TTOCIICTHHH
cratuctTuueckul rog — 1,44 %o. [loMuMo n3MEHEHUS JaHHOTO

ThI OCTpBIX ocnoxkHeHnd C/ 1 Tuma kak y nereit, Tak U NOAPOCTKOB,
a TaK)KE€ CBSI3aHHOE C HUMH YBEJIIMUYCHUE KOJIUYECTBA HEOTIOKHBIX T'OCIIH-
Tanuzanui, B ToM unciiec B OPUT.

Marepuajgbl M MeTOAbI: AHAIW3 JaHHBIX IMOKA3aTEIEHd BBISIBUII
OPUPOCT YKCIIAa KOMATO3HBIX COCTOSIHMM, BbI3BaHHBIX CJ[ 1 tuna B 1,92
paza (1,2% -2015 r.; 2,3% -2022 r.), nuaGeTnyeckoro keroamumosa (6e3
pa3BuTHS KOMBI) - B 1,68 paza (2,5%- 2015 r.; 4,2% - 2022 r.), Tsoxénoi
runoryimkemMun — B 2,4 paza (0,5%- 2015 r.; 1,2%-2022 r.). Jlannas Hera-
THBHAs TEHJICHLMUS OCOOEHHO mposiBiserca y nauueHtoB ¢ CJI 1 Tumna,
IPOKMBAOIIMX HA BHOBB NPUCOEAMHEHHBIX Teppuropusax JIHP.
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W3yueHne BO3MOKHBIX MPUYUH (POPMUPOBAHUS TaKOU HeOIaromnpu-
ATHOM JUHAMHUKH ITOKA3aJ10, YTO B JAHHBIX PETMOHAX ITPAKTUYECKH OTCYT-
CTByeT meauarpudeckas ciyx0a. OOCIy>KUBaHHUE JIETCKOTO HaCEJICHUS
OCYHIIECTBIISIFOT CEMEUHBIE Bpayd, KOTOPBIE HE BCErJa UMEKOT JOJIKHBIN
YPOBEHb MOATOTOBKM JJIsi CBOEBPEMEHHOM MOCTaHOBKM auarHosza CJI 1
THUMA, ONPEJCICHUS PUCKOB Pa3BUTHUS OCTPBIX OCIOXKHEHUW JTAHHOTO 3a-
OoneBanus. HeoOxoammMo TakkKe yYUTHIBaTh, YTO JAHHBIC TEPPUTOPUU HA
80% SBAAIOTCS CENbCKOXO3IHMCTBEHHBIMH, YTO TaK)K€ CKa3bIBAeTCS Ha
CBOEBPEMEHHOCTH OOpaIlICHUS 3a MEUIIMHCKON MOMOIIIBIO.

[lo pe3ynbraTam aHKETHUPOBAHUS OOJIBHBIX, UMEBIIUX OCTpPBIE OC-
noxkuenuss CI| 1 tuna, u ux poauteneil onpenenéH 3HAYUMBIN IePUIUT
3HAHUW O XapakTepe TeUYCHUs JaHHOTO 3a00JIEBaHUSI, O KU3HEYIPOKAIO-
IIMX CHUMIITOMaX OCHOBHBIX OCTpbIX ocnoxxHeHun CJl 1 tuma. Ham taxxke
MPEJICTABISIETCS BAXKHBIM MpakTUiueckoe orcyrcreue B JIHP neren, Haxo-
nsamuxcs Ha nomioBoi Tepanuu (0,007%).

BoeiBoawbl: getu u noapoctku ¢ CJI 1 Tuna, mpokuBaromnme Ha onpe-
nenéHHeix Tepputopusix JIHP, sBrasroTcs 0coboit KOTOpTOM prcKa pa3BU-
THS OCTPBIX OCJIOKHEHUUW OCHOBHOTO 3a00JI€BaHUSI M TPEOYIOT TIIATEIHHO
CIUIAHUPOBAHHOTO WHJWBHUIYaJIU3UPOBAHHOIO MOAX0J]1a (ITOCTOSIHHOE Me-
JTUITMHCKOE COTMPOBOXKCHUE, JMCIAHCEPHOE HAOJIIOIEHHE) CO CTOPOHBI
MEeIUATPUIECKON CITYKOBI B IIETIOM.

Jluteparypa

1. Caxapnbiit nuadet B Poccuiickoit deneparuu: 1uHaMuKa 31MUAEMUAOI0-
TUYECKUX TMoKa3aresen no JaHHbIM DeepanibHOro perucTpa caxapHoro
nuabera 3a mepuon 2010-2022 rr. / .M. Jlenos, M.B. Illectakora,
O.K. Bukynosa [u ap.] / Caxapubiii quabet. — 2023. — T. 26, Ne2. —
C. 104-123.

2. JInHaMHMKa OCHOBHBIX SIHACMUOJIOTHUECKUX ITOKa3aTejaeld caxapHOro
nuabeta 1 Tuma y mereit B poccuiickort @eneparuu / T.1O. Ilupsesa,
E.A. Anapuanosa, FO.W. Cynnos // Caxapusiii nuaber. — 2010. —T. 13,
Ne4. — C. 6-11. doi: 10.14341/2072-0351-6050
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Oco0eHHOCTH TeUEeHHU TUA0EeTHUYECKOI0 KeTOAIH/103a

y eTeil ¢ BiepBble BbISIBJIEHHBIM CaXapHbIM JuadeTroM 1 Tuma
Ha ¢oue nunpexunun COVID-19

Mapmunkesuu Bauecnas Eecenvesuy

HayuHb1il pyKOBOMTENB: K.M.H., CT. IpenogaBaresib Cepruenko B.K.
['ponHEHCKHMI TOCYTAPCTBEHHBIA MEAULIMHCKAN
YHHUBEPCHUTET, T. | poTHO

Bo Bpems nmangemun COVID-19 yyacTtuimvich HOBBIE Cllydan BBISBIIC-
HUs caxapHoro auadera (CJl) 1 Tuma y merei, 4TO MO3BOJISET IPEAIOI0-
KuTh, 4T0 SARS-C0OV-2 cTan HenmocpeacTBEHHOM MIPUYNHOMN €ro pa3BUTHA.

Hean. M3yunTh KIMHUYECKHE U JTA0OpaTOpPHBIE OCOOCHHOCTH Tede-
Husa CJI 1 tuna y neteit Ha ¢pone nndexuuu COVID-19.

Metoabl ucciaenoBanus. JluzaiiH ucciaeqoBaHUS — PETPOCIICKTHB-
HOe oOcepBanuoHHoe. Mictounuk nHpopmanum — qanabie «MeTuImHCKUX
KapT CTaI[MOHAPHOTO MAalMeHTay ACTeH, HaXOASAIIUXCS Ha JICUCHUH B Y3
«I'pogneHckas oOsacTHasi JeTCKas KiIMHUYeckas OonbHuIa» (Y3
«I"OJIKbB») c BriepBsie BoisiBiieHHBIN CJ 1 THma.

PesyabTaThl: 3a Bpems nangemun COVID-19 (2020 — 2022r.) B 0oT1-
nenenue anectesmonoruu u peanuMmanuu Y3 «['OJJKb» moctynmno 70
MalKMEeHTOB ¢ BHepBbie BhIsiBIEHHBIM C/] 1 Tuna, u3 Hux 21 peOEHOK ¢ UH-
dekuueit COVID-19. 1o reniepHoMy NpHU3HAKY JE€TU PACTIPEACTIINCH HA
45(64,3%) nereit myxkckoro moja u 25 (35,7%) — »xenckoro. CpenHuii
Bo3pacT coctaBuia 9,0 (6,0-12,0) ner. Jletn pasnenensl Ha 2 rpynimsl. B 1
rpynny BKItOUeHbI 49 aereit ¢ BnepBbie BbsiBIEHHBIM C/[ 1 Tuma, Bo II
rpyniy — 21 pe6énok c¢ Bnepsbie BbigBieHHBIM CJ[ 1 Tuna Ha poHe uH-
dexmuun COVID-19.

Bo3spact gereit I rp. cocraBun 9,0(6,0; 12,0) net v/s 9,0(6,0; 14,0)
net B rpymmne cpaBHeHus. [lo renpepHomy npusHaky B I rp. 27(55,0%)
MaIbuuKOB U 22(45,0%) neouku, Bo II rp. 18 (86,0%) mManbuukoB u
3(14,0%) neBouku. IlokazaTens cpeHEero KOMKO-AHS B pEaHUMAIlMOHHOM
otaenenuu s I rp. cocrasun 1,0(0.8; 1,0) cytok v/s 2,0(1,0; 3,0) cyTok
BO BTOPOM, a moKa3zaTelb CpeaHero oobmero koiko-aus —13,0(12,0; 14,0)
cytok v/s 14,0(12,0; 15,3) cyTOK, COOTBETCTBEHHO.

JleTu mocTymnanu ¢ xxajo0aMu Ha MOJIUYPHIO, MOJUIUTICHIO — B [ Tp. —
41(84,0%), Bo II rp. — 15(71,4%), Bstnocts — (B I rp. — 15(30,6%), BO II .
— 10(47.6%)), pBoty — B I rp. — 8(16,0%), BO II Tp. — 7(33,3%), moTepio
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Maccel Tena — B I rp. — 27(55,1%), Bo II rp. — 11(52,4%), noBblllieHUE
Temnepatypsl Teiaa — B I rp. — 10(20,4%), Bo II rp. — 9(42,9%), abxomu-
HalbHBIA cuHapoM — B I rp. — 7(14%), Bo II rp. — 8(38,1%). IIpu nocrymn-
neann ypoBeHb HbAlc cocraBmi B I rp. — 9,9(9,6;10,8%), Bo II 1p. —
10,0(9.6;11,0%). Mertabonnueckuii anua03 ycranosieH y 43 nereit (B 1
rp. — 29 nereit, Bo Il rp. — 14 nereit). B I rp. MenuanHble 3HaYEHUS COCTa-
B pH — 7,29(7,22; 7,38), ABE,c —-10.9 (-19.4; -4,1) mmouns/n1, HCO3—
— 16.1(10,6; 21,0) mmons/n. Hopmanuzanus naHHbIX nokaszateneit B I rp.
npouzonuia yepes 13,0 (10,0;16,0) wacor (pH 7,37 (7,35;7,39), ABE,c — -
6,0 (-9.3; -2,3) mmons/n, HCO3— — 19.3 (17,6;22,3) mmoas/n1. Bo 11 rp.
MeauaHHble 3HaueHus cocrapmn: pH 7,3 (7,1;7,4), ABE,c —-14,1(-24,8; -
4,1) mmonbs/n, HCO3— - 13,9 (8,4; 21,1) mmonb/n. HopManu3zaius 1aHHBIX
nokazarenied Bo II rp. mpousonuia Toasko vepes 16,0 (13,0;20,0) yacos
(pH 7,37 (7,33;7,39), ABE,c — -5,0(-8,7; -2,9) mmoas/1, HCO3— — 20,1
(17,7; 22,0)) mmosib/a. I3 OCHOBHBIX JIEKTPOJUTHBIX HAPYIICHUHN Y JeTeH
oTMevalInch: runokaauemus (B I rp. y 5(10%), Bo II rp. y 6(28,6%), ru-
nepxiaopemust — (B I rp. y 12(24,5%), Bo II rp. y 10 (47,6%)), runonar-
putiemusi — (B [ rp. y 14(28,6%), Bo Il rp. y 11(52,4%)).

BoiBoabi: Bo Bpems nannemun COVID-19 yuactunuce HOBBIE CITy-
yau BeisiBIeHUSA CJ/] 1 Tuma y gereu, 4To MO3BOJISIET MPEAIIOI0KUTH, YTO
SARS-CoV-2 moxeT ObITh HEMOCPEIACTBEHHON MPUYUHON €ro pa3BUTHSL.
[To knmuHUKO-1ab0paTOpHBIM HccienoBanusaM y namueHToB ¢ CJI 1 Tumna,
accouunpoBaHHbiM ¢ COVID-19 Gonee BbIpakeHbl BOAHO-3JIEKTPOIUTHBIE
¥ METa0O0JIMYSCKUE HAPYIIICHHUS.

Jluteparypa

1. American Diabetes Association. Diabetes and COVID-19: ADA Guid-
ance // Diabetes Care. — 2021. — Vol. 44, No. 8. — P. 1935-1944.

2. American Diabetes Association. Standards of Medical Care in Diabe-
tes—2021 // Diabetes Care. — 2021. — \Vol. 44, Suppl. 1. — P. S1-S230.

3. Diabetes in COVID-19: prevalence, pathophysiology, prognosis and
practical considerations / A.K. Singh, R. Gupta, A. Ghosh [et al.] //
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Onucanue pedéHka ¢ aKPOMUKPUIECKOH TUCILIA3UEH
U MHO’K€CTBEHHbBIMHU IIOPOKAMM Pa3BUTHUS

Mampoc Examepuna Cepeeesna, Akcenoe Anmon Onezoguu,
Hémuna Coghua Anexcanoposhna

Hayunblii pykoBOAUTENb: K.M.H., 101. Jlapuna JI.E.
Poccuiickuit HanmmonanepHbI MccnenoBareabckni MequIIMHCKUN
Yuusepcurer uM. H. U. ITuporosa, r. Mocksa

Axpomukpudeckas aucmuiazusi (AJl) — 3To penkoe ayTOCOMHO-
JOMUHAHTHOE 3a00JieBaHUE, XapaKTEepU3YIOIIeecs HU3KHUM POCTOM, aHO-
MaJIUSIMU CKeJIeTa U JINIA, OpaxuaakTHINEH, OTpaHUYECHHBIM pa3ru0aHuemM
cyctaBoB. HacTtoTa BcTpeyaeMOCTH cocTaBisieT MeHee 1 cimydas Ha 1 000
000 HaceneHus, IpU 3TOM,BO BCEM MHUPE 3aPETUCTPHUPOBAHO BCETO OKOJIO
60 cimyuaeB. Ilpuunnont A/l saBnsiercs myrauus B 3k30Hax 41 u 42 rena
FBNI1, konupytomiero cTpykTypHbiid 0enok pudbpuninua-1. HoBopoxaén-
Hble ¢ A/l UMEIOT HOPMaJbHYIO JJIMHY Tela, OJHAKO CO BPEMEHEM OTMeE-
yaeTcsl 3a7epkka pocrta. Crneurduueckoro JiedeHHs He pa3padoTaHo,
TOJIBKO CUMIITOMAaTHYECKOE.

Hean: onucanne peOEHKA ¢ aKPOMUKPUYECKONU NUCIUIa3ueld U MHO-
KECTBEHHBIMH TTOPOKAMHU PA3BUTHSI.

Marepuaabl u metoabl: /[eBouka A., 6 netr. Pe6€Hok ot 1 6epemen-
HOCTH, MIPOTEKABIIECH ¢ TOKCUKO30M Ha MPOTSIKEHUU BCETO CPOKA U yIpoO-
301 mpepbiBaHus OepeMeHHOCTH Ha 7 U 12 Henmensx, 1 caMoCTOSITEIbHBIX
ponoB Ha 41 menene. Macca nipu poxaennu 3040 r, quHa tema 49 cwm,
olleHKa 1o mKaie Anrap 8-9 6. Panuuit nepuosa 6e€3 ocooenHocreit. B 1,5
rojia poJauTeNd 3aMETWIM OTcTaBaHue B pocte. B aBrycte 2018 Obuta uc-
KJIFOYEHA 3HAOKpUHHAs matoyiorusd. B oktsOpe 2018 peHTreHosiornyecku
BBISIBJICHO HapyIieHue occudukaruu kocteid. KocTHbI Bo3pacT Ha 12 Me-
csueB npu kaneHaapHoM Bozpacte (KB) 1 rox 11 mecsues.

B maprte 2019 Obl10 MpoBEAEHO T€HETHYECKOE HCCIETOBAHUE: Ka-
puotun 46 XX, myrtanus B 42 sk3oHe reHa FBN1 B rerepo3surotrsoit ¢op-
Me, MPENOJIOKEH AUArHo3: aKpOMHUKpHUYecKas AMCIIIa3usi, 00yCIOBJICH-
Hasg myTtanuer B reHe FBN1. beutr uckmouén mykononucaxapunos. Koct-
HBIM Bo3pacT Ha peHTreHorpaduu ot urois 2019 na 12 mecsies npu KB 2
r 8 mec. B ceHTsa0pe yCTaHOBIIEH IWArHO3: MMCIUIA3MS Ta300€IpPEHHBIX
CyCTaBOB, KOHTPAKTYphl Mex(aIaHTOBBIX CycTaBOB kucteil. B mae 2020
npoBeneHa 3xokapauorpadus (OXOKI): aopranpHas HEAOCTATOYHOCTSH 1
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CTEIEHU, JOIMOJHUTEIbHAS XOpAa JEBOro KelyJaouyka. B 3HIoKpHHOMO-
THYECKOM HAayYHOM LIEHTPE MOIATBEPKIAEH IUATHO3 AKPOMHUKPUYECKOU
nuciuiazun. B despane 2021 auarHoctupoBaHa JIETOYHAS TUIIEPTEH3US,
aHeBpU3MaTUYECKass aunaranus crtBosia JéroyHou aprepuu. C 29.06
no 14.07.22 r. nonyyana moCUHAPOMHOE JieUeHUE, Oblla MHUIIMUPOBAHA
Tepanusi COMAaTOTPONMHOM. Pa3BHIINCh MHOKECTBEHHBIE KOHTPAKTYPHI
CyCTaBOB, pa3ruOaTeibHasl yCTaHOBKa MaiblieB KUCTU. [lo pe3ynbTaram
OXOKI' Obl10 BBISBICHO IOBBIIMICHWE JABJICHUS B MPaBBIX OTIENax
cepaua a0 1,5 wopm. C 07.11.22 r. mosBWICA OTEYHBIA CUHIAPOM,
0oJn B )XKMBOTE, yBenudeHne ero B 00béMe. 10.11.22 neBouka Oblia roc-
MMATAJIN3UPOBaHa B MOPO30BCKYI JETCKYI0 TOPOJCKYH KIMHUYECKYIO
oonpHuIy (MJII'KB) B Tsk€nOM COCTOSSHUU, O0YCIIOBJICHHOM JIbIXaTEb-
HOW HEJOCTATOYHOCTBIO 2 CTEIEHU, MPABOKEIYIOUYKOBOM CEPICUHON HeE-
JOCTATOYHOCTBIO.

3a 1BE HENENU 10 TOCTIUTAIN3AIMH OTMEYAINCh BSJIOCTh, CJIa0OCTh C
MOCTENICHHBIM HApacTaHUEM, YCWJICHHE OJBIKH. MylbTUCTIUpaIbHAsA
KOMITbIOTEpHAss ToMorpadus: TMOJUCETMEHTApHbIE WHPUIHTPATUBHBIC
M3MEHEHHSI B JIEBOM JIETKOM, THUIPONEPUKApH, JIETOYHAS TUIEPTEH3US.
Ha OXOKI': punaramusa mnpaBblXx KaMep, CHHXXEHHE COKPATUMOCTH
npaBoro skenygouka. Ha Y3M opranoB OproniHON MOJIOCTA BBISIBIEHO
CKOIUICHUE KHUJKOCTH, ObLT BBEIEH CUJIMKOHOBBIM ApeHax. OTmedancs
KOMITAPTMEHT-CUHIPOM.

07.12 ¢ mONOXUTEIPHON TUHAMUKOW, B BUJIE€ KYITUPOBAHUSA OTEYHOTO
CHUHJIpOMa, ObLIa BBINMCAaHA HA KHUCJIOPOJHOM KOHIIEHTPATOpPE C JUarHo-
30M runomiasus Je€rkux. 8.02.23 neBouka ObLIa TOBTOPHO TOCHUTAIA3U-
poBana B M/II'Kb B cBa3u ¢ Hapactanuem oxpimku. 10.02 camocrosTenb-
HOE JIbIXaHHue CcTayio Hed(PhEeKTHBHO, HaUYaTa UCKYCCTBEHHAs BEHTHIISIUS
nérkux (MBJI), mpu BBeaeHHMM B MEAMKAMEHTO3HBI COH pPa3BUIIOCH
npody3HOEe KPOBOTEUCHUE M3 BEPXHMX JBIXATENIbHBIX MYyTEHW ¢ Aecarypa-
A€M, KOTOPOE yIAJIoCh KynmupoBarh. HauaTta Tepanus JIETOYHOU THUIEp-
TEH3UHU OKCHUJIOM a30Ta, MH(Y3MOHHAS Tepanusi aHEMUUYECKOTO CUHIpOMA
u OelKoBO-dHepreTudecko Hemocrtarounoctu. 14.03 B cBsizu ¢ WBIJI-
3aBUCUMOCTBI0 W XPOHMYECKOM PEeCHUpaTOPHOM HEIOCTATOYHOCTHIO
OblJIa BBIMOJIHEHA TPAXEOCTOMMS, HOUBID OTMEUAJIOCh PE3KOE CHUKEHUE
catypanuu U YCC, nuarHoctTupoBaHa MOJKOXKHas 3Mdu3eMa, MHEBMOTO-
pakc u mHeBMoMeauacTuHyM. HecMoTpsi Ha peaHMMalMOHHBIE MEPOIPU -
TUsl, Oblna 3adUKCUpOBAHA OpaJAMKaApIIUs C TEPEXOJOM B ACUCTOJIHUIO,
peOEHOK CKOHYAJICS.
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BoIBOaBI: ONKcaHre NALMEHTa IEMOHCTPUPYET PEIKYIO KapTUHY Te-
yeHuss AJl, OCII0KHEHHOM MHOXXECTBEHHBIMM IMOPOKAMHU, PA3BUTHUEM IO-
JIMOPraHHON HEIOCTATOYHOCTH. XO0UYETCSI OTMETUTh BAXKHOCTh PAHHETO J10-
T€HETUYECKOT0 MOMCKA KIMHUYECKUX MPOSBICHUN 3a00J€BaHUS U HEO0O0-
XOJIUMOCTh TIIATEIBHOTO MYJIbTUAUCIUIIMHAPHOTO HAOMIONCHUS IS
CBOCBPEMEHHOW MOCTAHOBKM JIMATHO3a, ONPEACICHUS TAKTUKH JICUEHHUS
nanuenta. CUMOTOMaTHYECKOE JICUEHHE CIIOCOOHO YIYUIIUTh COCTOSIHUE
peOEHKa, B MEPCIEKTUBE BO3MOXKHA pa3paboTKa reHHou Tepanuu. I dek-
TUBHOCTbH TEPANTUM TOPMOHOM POCTa BCE €IIE OCTAETCS HEOIPEACIEHHOM.

Jluteparypa

1. Acromicric dysplasia caused by a mutation of fibrillin 1 in a family:
A case report / R. Shen, J.H. Feng, S.P. Yang // World J. Clin. Cases. —
2023. — Vol. 11, No. 9. — P. 2036-2042. doi: 10.12998/wjcc.v1l.
19.20363

2. Acromicric Dysplasia Caused by a Novel Heterozygous Mutation of
FBN1 and Effects of Growth Hormone Treatment / H.S. Jin, H.Y. Song,
S.Y. Cho [et al.] // Ann. Lab. Med. — 2017. — Vol. 37, No. 1. — P. 92-94,
doi: 10.3343/alm.2017.37.1.92

AHaJIu3 NPUYUH PA3BUTHS
reMopparn4eckou 00J1e3HU HOBOPOKIAEHHBIX

Ouunoea baxmueyn Catigpuesna, Husnzo6 {uep Mapamosuu

HayuHnbiil pykOBOAUTENB: K.M.H., 1011. 3akupoBa b.!.
CamapkaHICKUI TOCYyAapCTBEHHBIN MEIUIIMHCKUN YHUBEPCHUTET,
r. CamapkaH]

[IpoGiema KpOBOTOUYMBOCTA Y HOBOPOXKIEHHBIX M JETEU pPAHHETO
BO3pacTa SIBJISIETCS OJHOM M3 aKTyaJlbHBIX MPOOJIEM MeAuaTpUu U acco-
AUPYETCA C TOKEIBIMU OCJIOKHEHUSIMU M CEPhE3HBIMHU HapYIICHUSIMU
37I0pOBBS peOEHKA.

['emopparuueckoit 6ose3ubl0 HOBOpOoXA¢HHBIX (I'pbH) Townsend
(1894 r.) Ha3Ba)1 KPOBOTEUEHUSI, CBA3aHHBIC C AeduIMTOM BUuTamuHa K u
HE CBsi3aHHbIE ¢ reModuneit unu tpaBmoil. K Butamun-K-nepunuranomy
KPOBOTEUCHHUIO Y HOBOPOXIEHHOTO MOTYT MPUBECTU MHOXKECTBO (DAKTO-

poB. HapymeHnus cBEPTHIBaHUS KPOBHU Y JETEN MPOUCXOAAT B PE3YJIbTATE
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nedunuta BuTaMUH-K-3aBUCUMBIX (DaKTOPOB CBEPTHIBAHUS KPOBH, Yalle
IpU OTCYTCTBUM MPO(PUIAKTHYECKOTO BBEJICHUS MpenapatoB BuTamuHa K
HOBOPOXJAEHHBIM TPU BO3JCHUCTBUU HEOJIArONPUSTHBIX 3HJ0- U IK30TCH-
HbIX (pakTopoB. OMHAKO, HECMOTPS Ha MPOBEJACHUE MPOPUIAKTUUECKOTO
BBeJeHUs BUTaMuHa K B poajiomax, Bce €II€ BCTPEUAOTCS Cllyyau pa3BU-
THSI TEMOPPAruueckoi 00JIe3HU HOBOPOKIEHHBIX.

Heab padoTbl: aHam3 npuuuH pazsutus [ pbHc nenpro ynyumenns
npoduiakTuku 3abosieBanus. Martepuan U METOJbl HccienoBanus. M3y-
YeHbl PE3YJbTaThl KJIWHUKO-aHAMHECTHYECKOIro OO0cjenoBaHus 22 HOBO-
POXKIEHHBIX C TE€MOpPparu4eckoi 0O0JIe3HBIO, MOCTYMUBIINX B OTICICHUE
neonatonoruu OJMIIHI] B Teuenun mocnenaux 3 jeT. JlmarHocTuka oc-
HOBaHa Ha [JIaHHBIX MOAPOOHOr0 W3Yy4YEHUsS] aHaMHE3a U KJIWHHUKO-
71a00paTOPHBIX MOKAa3aTENEH.

PesyabTarbel uccaepoBanus. ' pbH Bcrpewanace B 2,7 pa3 uame
yAeBOYEK, YeMy MabuuKoB (72,7% u 27,3% cooTBeTcTBEHHO). BCe HOBO-
pOoXXAEHHBIE OONbHBIC ObLIH KuTeisiMu cena: 40,9% nereit - 3 Kamka-
TapbUHCKOM 0o0macTu, 22,7% HOBOPOXAEHHBIX - U3 Kyiipabaackoro pai-
oHa, 36,4% mnauueHToBU3 Apyrux obiactei. [locTynuBIIMX OOJBHBIX C
I'pbHB Becennee Bpems (68,2%) rona (¢ mapta mo Mmaii) 6buto B 2,1 pa3s
Oonpine, yem B 3umMHuE MecsInl (31,8%). OTo mpeanoaoXuTenbHO ObLIO
CBSI3aHO C HEpaAIMOHAJIBHBIM MUTAHUEM MATEPH, OTPAHUYUBIIUM B TIEPUOJ
OepeMEeHHOCTH YIOTpeOieHHe OBoIel U (PPYKTOB, COACPKAIINX BUTaAMU-
HBI, YTO BO3MOHO U ABWIOCH ITpuunHOU paszsutusa ['pbH y e€ mnanenua.
[IpoayKkThl nepBOil HEOOXOAUMOCTH — XJIeO, 3JIaKOBbIE U MOJIOKO HE BOC-
noinHuIM aeuuut ButamuHa K, a nBeTHas kamycrta, cajar, IIMUHAT, Ka-
0auku, 00051, conepxaniue BuTaMuH K1 (PuIOXWHOH), a TaKkKe TOBSIKbS
NeYeHb W MOYKH, ChIp, MAcjo, siila, KYKypy3HOe Macjo, TOpOX, OBCSHas
KpyIa, cojepxainue BuTaMuH K2 (MeHaXMHOH) HE BCErja BXOAWIN B pa-
IIMOH OEPEMEHHOM KEHIIUHBI.

Bo Bpemst 6epeMerHHocTH U ponoB 18,2% matepeit mo moBogy Xpo-
HAYECKUX 3a00JICBAHUI MONYYaIM N0 Ha3HAYECHUIO TMHEKOJIOra aHTHKOA-
TYJISSHTBI HETMPSMOTO JEUCTBHUS, MPOTUBOCYAOPOXKHBIE MpernapaThbl, aHTHU-
ouotuku. B Teuenuwe Bcero mepuona OepemeHHoctd y 31,8% marepeit
UMEJIUCh recTo3bl Uy 59,1% -kumeunsiii 1ucouos. B 22,7% ciyyasx po-
nopaspelieHue Obl1o onepatuBHbIM — yTéM KecapeBa ceuenus. [Ipodu-
JAKTUYECKOE BBEJCHUE TpernaparoB BuTamMuHa K B poJUIBHOM J0MeE MO-
cie poxaeHus He nposeaeHo 40,9% HOBOPOXKIAEHHBIM, YTO SIBUJIOCH MPHU-
YUHOW pa3BUTHUSI reMopparuyeckoil Oosne3nu. M3-3a TsKeCcTH COCTOSIHUS
marepu, 68,2% neTtel ¢ poXKICHUS HaXOJWIUCh HAa CMEIIAHHOM BCKapM-
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JIMBAHWU, YTO TaK>Xe MOTJo0 npoBouupoBaTh pazsutue ['pbH. 36,4% Ho-
BOPOX/JICHHBIX MO3/IHO MPUJIOXKEHBI K Ipyaud mMaTepu, a 27,3% MiaaeHIeB
HEJIOMOIYyYaJld MAaTEePUHCKOE MOJIOKO M3-3a pa3BUTHUs THnorajaktuu. He-
JIOHOIIIEHHBIMHU, ¢ Maccoi Tena meHee 2100 r poaunuch 22,2% HOBOPOX-
JICHHBIX, KOTOPBIE MOJTyYaliy MapeHTepATbHOE MUTAaHUE U aHTUOMOTUKOTE-
pariuio, CloCOOCTBYIOIIUX Pa3BUTHIO TUITOBUTaMUHO3a K.

Pannsisi opma I'pbH nuarnoctupoBana y 3 nereid mpu MOSBICHUU
reMOpparu4ecKuX CUMITOMOB B MEPBBIE CYTKU MOCIE POXKACHUS U Oblia
BbI3BaHA MPUEMOM MaTEPhIO JI0 POXKJICHUSI peOEHKA JIEKAPCTBEHHBIX Tpe-
napaToB, BIMSIONMX Ha mpoaykuuio ButamuHa K. Kmaccuueckas dopma
I'pbH muarnoctupoBana Ha 2-10 neHb )KU3HU Y KaX10r0 BTOPOro (59,1%)
rOCIUTAIM3UPOBAHHOTO TAllMEHTA, HAXOJMSIIErocss Ha CMEIIAHHOM
BCKapMJMBaHuu ny 27,3% O0JbHBIX, TOTYYaBIIUX HEIOCTATOUHBIN O0BEM
rpyaHoro Mojoka. ¥ 27,3% HOBOPOXAEHHBIX BbISIBICHA MO31HSSA Qopma
I'pbH, cBs3anHas ¢ HemocTaToYHOM abcopOIueit ButamuHa K npu 3a00s1e-
BaHMUSIX TIeYeHW U kemuHbix myTed. Ilo3guss ¢dopma BuTamuH-K-
3aBUCHMBIX KPOBOTEUYEHUW Yallle BCTpeyYalach Y MaJIbUMKOB, TOCIUTAIIN-
3UPOBAHHBIX JICTOM.

N3ydenue uctopuil 0O0JIE3HH BBIBUIO HAJWYWE MNPOBOIUPYIOIIUX
¢daktopoB pazsutus ['pbHy 31,8% nereit - nanuuue Tsxénoit achukcuu.
[TepBriMu cumnTomMaMu 60Je3HU y18,2% HOBOPOXAEHHBIX ObLJIa KPOBaBast
pBota, y 27,3% wmenena,y 22,7% neren -koxHble TeMopparun, B 13,6%
ciaydasix — kedanoremaroMa u 'y 13,6% MiaJeHIleB OTMEUYATIUCh BHYTPEH-
HUE KpoBOM3IHUsHUSA. CHUMITOMBI KPOBOTOYHMBOCTH COYETAIIUCh y
22, 71%mHuoBopoxnéHubx. ' pbH ocnoxHMIaCh TeMOpparu4ecKuM MoKOM y
OJIHOTO OOJIBHOTO, TOCIIUTATU3UPOBAHHOIO B OTJICJICHUN PEAaHUMAIUU HO-
BOPOXACHHBIX. Y 45,5% HOBOPOXIEHHBIX TeMOPpPArudecKuii CUHIPOM
CONPOBOXKAAJICS HAPYILICHUEM CTYJIa, YTO CBSI3aHO C JUCOAIAaHCOM KHUIIEY-
HOM MUKPO(IIOPHI, BEAYIIMM K HEJOCTATOYHOMN BhIpabOTKe BUTamuHa K,
TOT/Ia KaK U3BECTHO, 4TO BUTaMuH K2 mpoayuupyercss MUKpODIOpOil Ku-
IEYHWKA HAYMHAETCA ¢ 3—5 JHS KU3HU peOEHka. M3ydyeHue OMoOlEeHO3a
KUIIIEYHUKA OOJIbHBIX MPU MOCTYIJICHUM B CTAI[MOHAP MOKA3aJI0 HAIMYKE
nedurura oudumodaopsl y Beex nereil. bubunodakrepun ObLIN BBICESTHBI
y 45,5% HOBOPOXIEHHBIX B 5 pa3Beaenuu, y 27,3% nereii — B 4 U y oc-
TaJbHBIX — B 00JIE€ HU3KUX PA3BEICHUSIX.

BoiBoabl. TakuM 00pa3om, HEOOXOAUMO YCUIIUTh AUCIIAHCEPHOE Ha-
OJirofieHrEe 32 OEpEeMEHHOM KEHIIMHOM C LEJIbI0 PAHHETO YCTPAHCHUS He-
OJaronpusITHBIX (PAaKTOPOB CO CTOPOHBI MaTepu M peOEHKA, BEAYIIUX K
passututo I pbH.

27



KiimHu4yecKui cjiyyai rurnonpoKOHBEePTHHEMUH

Cnabauxos Kupunn Onezosuu, FOdaxosa Mapuna Cepeeegna,
Iponosa Ceemnana Hukonaegna

Hayunsblii pykoBoautens: K.M.H., 1ou. @enuna H.B.
Ps3anckuii rocy1apCTBEHHBIM MEAUIMHCKUNA YHUBEPCUTET
nMmenu akagemuka H.I1. I1aBioBa, . Ps3anb

Hedurur VIl daxropa (FVII) cBépThIBaHUS KPOBH, WIIM HACICICT-
BEHHAsl TUIONPOKOHBEPTUHEMUS - PEIKOE ayTOCOMHO-PEIECCUBHOE TIe-
Mopparudeckoe 3aboseBaHue, BcTpedaroimieecss ¢ dactoror 1:500000 u
KJIIMHUYECKU TPOSIBISIONIECECS KoaryJonaTuel, HalloMUHAIOIIEH reModu-
nuto0.Y peO&HKa ¢ paHHETO BO3pacTa BO3HUKAIOT KPOBOTECUEHHUS PA3IMUYHON
JOKaJU3alluM, TIeMaTOMBbl, TMO3JHEE  IPUCOCTUHSIIOTCS  remMapTpo-
3bl.3a00JIEBaHUE TIepela€Tcsi ayTOCOMHO-perieccuBHO, redH FVII Haxonut-
csl Ha JumHHOM 1uieue 13 xpomocomsl (13934), onucano 6omee 250 myTa-
M B JTaHHOM TeHe, OOJIbIlIasi YacThb W3 KOTOPBIX SIBJISETCS MHUCCEHC-
MyTauusiMi. CTENeHb TSKECTH THUIIONPOKOHBEPTUHEMUHU OIPEIETIACTCS
conepxanueMm VIl dakTopa, KOTOPHIN B THKETBIX CIydasx JHMOO HE Ompe-
NENACTCA WIN COJEPKUTCA B KOHIeHTpauuu meHee 10% ot nHopmel. Jler-
ke (OpPMBbI THIOMPOKOHBEPTUHEMUU MOTYT MPOTEKAaTh OECCUMIITOMHO
WM C MUHUMQJIbHBIMU MPOSBICHUAMH, YTOMPEAINOJIATaeT HACTOPOKEH-
HOCTh MeAuaTpoB. JIeueHHe MOKU3HEHHOE W OCHOBAHO Ha MPHUMEHEHUU
PEKOMOMHAHTHBIX MpenapaToB 7 (akTOpOB CBEPTHIBaHUS. [[eMOHCTpUPY-
€M COOCTBEHHBIN KIIMHUYECKUH CIydail manueHTa ¢ TMIONPOKOHBEPTUHE-
Muer, HaxomuBlierocs Ha jedueHun B I'BY PO «OJIKb wumenu
H.B./Imutpuesoi»

Kiaunnveckui ciryqau.

[Taruent II., 15 metr moctynun 29.08.2023 B 3KCTPEHHOM MOPSIKE B
MPUEMHOE OTJEICHHE C JUATHO30M <OKEITYJIOYHO-KUIIEYHOE KPOBOTEUE-
HUE» C MPU3HAKAMHU T€MUYECKON THIIOKCUM U MOCTTeMOpparnyeckoit aHe-
muu. M3 aHamMHe3a U3BECTHO, YTO YXYAIICHUE COCTOSHUS HAOII01aJIOCh B
TeueHHe Mecsiua: nocieanue 10 nHed 10 rocrnuraiu3ainvv HaOIroAacs
€XKEHEeBHBIN CTyJ 4€pHOTrO IBETa, MOSBUJIACH HapacTaromias ciaadoCTh,
CHIDKCHHE allleTUuTa, HapyIIeHne MePEeHOCUMOCTH (PU3UIECKON HATPY3KH.

N3 anamHe3a HU3BECTHO, 4TO peOEHOK OT 1 OepeMEeHHOCTH, IpOTe-
KaBIIIEH ¢ TOKCUKO30M, XPOHUYECKUM MHUeT0HeDpUTOM, 1 CPOUHBIX POJIOB,
Bec 1ipu poxkaeHuu 3200 rpamm, gymHa 51 cM, Ha 4 CYTKH KWU3HU MACCHB-
HOE HOCOBOE KPOBOTEUEHHE, KPOBOMBJIMSHUE B TOJIOBHOW MO3T, Kedayo-
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reMaTtoMa mpaBoi TeMEHHOM KOCTH, CHIDKEHHE TeMorioonHa a0 65 r/n. Ha
MIEPBOM TOJly KU3HU HEOJHOKPATHO TOCHUTAIM3UPOBAICS B XUPYypruye-
ckoe otnenenue ['bY PO «OAKb um. H.B./ImutpreBoii» B CBSI3U C pelu-
JUBHUPYIOIIUM TEMOPPArH4eCKUM CUHIPOMOM: CPBITUBAHUS U CTYJI C MPO-
KUJIKAMH KPOBH, JUIMTEIbHBIE KPOBOTCUCHHUS U3 MECT CKapu(pUKaIuu
najbiia, KPOBOTEUCHUE B MECTaX MPOpPEe3bIBaHUS 3yOOB, HOCOBBIE KPOBOTE-
yeHus. [IpoBenéHHOE KOaryJOrM4ecKoe HCCIIEIOBAaHME I0KA3ajlo HOp-
manbsHble ypoBHU FVIII u FIX, uro uckmovano remodunuto. [Ipu obcie-
JIOBAaHUM CTAOMJILHO OTMEUAJICSI CHM)KEHHBIM YPOBEHb MPOTPOMOMHA, TO-
ny4dan jgedyeHue Bukacosom. B 2010 roxy, B Bo3pacte 3 ner,B r. MockBa
ObLJ1 yCTaHOBJIEH JUArHo3 runonpokoHBeptuHeMus (yposenb VIl dakropa
- 3,4%), HaznaueH npenapat HoBoCaBeH «mo tpedboBanuto». B 2012, 2016
1 2019 rogax manueHT roCUTAIU3UPOBAICS ITOCIIE MOBTOPHBIX 3MU3010B
reMapTpO30B MPABOT0 JIOKTEBOI'O CycTaBa C MPOBEJACHUEM IeMOCTaTHU4Ye-
ckoit Tepanuu HoBoCaeHoM B/B.

B mannyto rocnuranuzanuto, no pesyinbratam OI'JIC Obuta nuarso-
CTUpOBaHa pyOIryromascs si3Ba 12-mepcTHON KHIIKH, COCTOSIBIIIEECS >Ke-
JyAOYHO-KUIIIEYHOE KpoBOTEeUeHUE. B CBsI3u ¢ aHemuei 3 cTeneHu, ABax-
IbI TIPOBECHA TeMOTpPaHC(Py3Usi IPUTPOIUTAPHON MacCChl, BHYTPUBEHHAS
uHpy3us xenesa |l caxapozHoro komruiekca, racTponpoOTEKTOpHAs Tepa-
nusi. COCTOSTHUE TMAaIMeHTa CTaOWIU3UPOBAIOCH, KajloO HE MPEIbBIISET.
Brinucan B y10BIE€TBOPUTEILHOM cOCTOSSHUU. [IpenapaTt Onrtakor anbga-
HA3HAYCH B IUIAHOBOM TOpPsJIKe 1Mo 4,8 Mr 3 pa3a B HEAEIIO.

BeiBoabI. ['eMopparndeckuii CHHAPOM y JI€Te€il, 0COOEHHO C paHHEro
BO3pacTa, TpeOyeT TmaTeabHOW Iu(depeHManbHO AUArHOCTUKHU, TaK
KaK MOXET CKpbIBaTh 3a cOOOM penkue koaryjonatuv. OTHOCHUTENIBHO
MO3/IHsISl JTMarHOCTHKA TUIMOMPOKOHBEPTUHEMUM Yy JAHHOTO MaIlMeHTa
MpUBEJa K Pa3BUTHUIO apTpONaTUil M KOHTpakTyp. Tepamusi nmpenapaTtom
HoBoCaBeH «1o TpeOoBaHMIO» HE MOTIJIa 00ECIeYUTh XOPOILIUA reMocTa-
TUYeCKU 3(PpeKkT u moTpedoBalicsl MEPeBOl HA TUIAHOBOE MOXKU3HEHHOE
BBeJeHUE Ipenapara. TeueHue sI3BEeHHOM 00JIE3HU y TAKUX MAIlMEHTOB CO-
IPSIKEHO C PA3BUTHEM KU3HEYTPOKAIOIIET0 KPOBOTCUCHHUS.

Jlureparypa
1. ®nopunckuii, [.b. CTpykTypa M KIMHUKO-IabOparopHas XapakTepu-
CTHKa peiKkux koarynonaruidi y neredt / JI.b. ®nopunckuii. — M., 2023.
2. ®nopunckui, J1.b., XKapkos, I1.A. Penkue koarymonatuu / JI.b. ®no-
punckuii, [1.A. Xapkos // Poccuiickuii ;xypHal IeTCKOM reMaToJIOTHH U
oukonornu. — 2020. — T. 7, Ne3. — C. 54-63.
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Kinvauyeckui ciy4yai CTOJIOHSKA Y MOAPOCTKA

Conuna Hpuna Huxonaesna, Mapesuuesa Hamanvs /[mumpuesna,
Jloxun Muxaun IOpvesuu, [llkypramos Cepeeu Hukonaeguu,
Mamiwoxuna Examepuna Heopesna, llluwxuna /lapvs Braoumuposna,
Ilepesanosa Ana Heopesna, /lanvko Eecenuss Hukonaesna

Hayunsblii pykoBOauTEND: K.M.H., 1011. Penuna H.B.
Ps3ancKuii rocy1apCTBEHHBIM MEAUIMHCKUNA YHUBEPCUTET
nMenu akagemuka H.I1. I1aBioBa, . Psi3anb

Cronbusk TAXKENOE, HEPEAKO CMEpPTENbHOE HEUPOUH(PEKIIMOHHOE
3abosieBanue, Bei3biBacMoe Clostridium tetani. Criopbl Bo30yauTesss MOTYT
3arpsi3HUTH HEKPOTHUECKYIO PaHy U MPOPACTH B BETETATUBHYIO OAKTEPHIO,
KOTOpas BBIACISIET TOKCUH, HA3bIBAEMbI CTOJIOHSYHBIM HEUPOTOKCHHOM
(TeNT). Ilomagas B oOmmMiA KPOBOTOK, TOKCHH CBS3BIBACTCS C Iepudepu-
YECKMMU MOTOHEWPOHAMH U CEHCOPHBIMHU HEUPOHAMU, TPAHCTIOPTUPYETCS
PETPOAKCOHAIBHO B CIMHHOW MO3T, MPOHUKAET B TOPMO3HBIE UHTEPHEM-
POHBI U OJIOKUPYET BbICBOOOXKIeHHe riunnHa uiu 'AMK, BwI3bIBas cna-
ctiuueckuid mnapanud. HanbOomnee TsxkENON sABISETCS T'€HEpPAIU30BaHHAS
dopma cTonbHska (cTonOHIK bpyHHepa nnu Oynb0apHbIit), BOZHUKAIOIIHIMA
qarie y HenpuBUTHIX. CTOJIOHSIK AEOIOTUPYET C BOSHUKHOBEHUS CIIaCTUYE-
CKHX CYJOpOT B JIMIIEBBIX MBIIIIAX C TOCTEIIEHHBIM HApaCTaHUEM U MeEpe-
XOJly Ha MBIIIILI TYJOBHUILNA U KOHEYHOCTEHN BIUIOTH JI0 OMUCTOTOHYCA U
napajguda JbIXaTeIbHON MYCKYJIaTypHhI.

Marepuajabl U MeTOAbl. AHAJIU3 UCTOPUM OOJIE3HM MAIMEHTA CO
CTOJIOHSIKOM.

[Tarment C., 13 metr moctynuia Ha 24 1€Hb OT MOMEHTA MOJTYYCHUS
TpaBMbl OOJIBIIIOTO Maiblla MPAaBOMl CTOMNBI U 3arps3HeHus €€ 3emiéin. O0-
paboTka paHbl MPOBOAWIACH B JOMAIIHUX YCJIOBHUAX, 332 MEIUIIMHCKOUN
OMOIILI0 He oOparacs. [lepBrie TposiBiieHUs 3a00JI€BaHUSI TTOSIBIIINCH B
00JIacTH IMIa B BUJIE TPU3MA >KEBATEIIbHON MYCKYJIaTyphl, 00JIEH B S3bIKE,
3aTeM MPUCOECAUHUIUCH 00JIb B CIIMHE, TOHUYECKHUE OO0JIE3HEHHBIE CYI0PO-
ra B Horax. K MOMEHTYy MOCTyIJIeHHsI B CTallMOHAp y TMallMeHTa OTMeYa-
JIUCh TPU3HAKU JIBIXaTEJIbHOW HEIOCTATOUHOCTH U T€HEePAIM30BAHHbBIC CY-
JIOpOTHY B BUJIE ONTMCTOTOHYCA.

[To ckopoii momomu B peanuManmoHHoe otaeneHue OJIKb wum.
H.B.ImutpueBoii. 13 anamHe3a xu3HU: peOEHOK OT 1 OEpeMEHHOCTH, BEC
npu poxaeHun 3180 rpamm, poct-51 cM, rpyaHOe BCKapMJIMBAaHUE A0 2

neT. PEOEHOK MONHOCTBIO HE IPUBUT B CBSI3U C OTKA30M POJIUTENIECH.
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PeGEHOK MOCTYIUIT B TSHKETOM COCTOSHHH 3a CUYET CyAOpor U OoJie-
BOI'0 CHHAPOMA BO BCEX rpynmnax Maiir. OTMeqancss TpU3M KeBaTEIbHOM
MYCKYJIATYpbl U CHU)KEHUE CaTypalliM, YTO MOTPeOOBAIO MPOBEJCHUE KHU-
cinopoaoTepanun. JlabopaTopHbie MOKa3aTeaIu OOIIEro aHajan3a KpoBU ObI-
JU B Mpejiesiax HOPMbI, OJHAKO B OMOXUMHYECKOM aHaliM3€ KPOBU BBICO-
KHE YpOBHHU JIaKTaTJEruaporeHassl u kpearuHpocoxuHasbl. Ceposioru-
yeckuii aHanu3 KpoBu PIII'A co CTONOHAYHBIM JMArHOCTUKYMOM (anti-
Clostridium tetani) nonoxxutenbubiii B TTpe 1:100. JInarHo3: CToyiOHSK,
reHepain3oBaHHas Qopma, Tsokénoe TeueHue. IloBepxHocTHas paHa 1
MaJIbIIa TPABOX CTYITHH.

[TogpocTKy B 3KCTPEHHOM MOPAJKE B YCIOBUSX PEAHUMALIIOHHOTO
OT/ICJICHUSI BBEJICHA MPOTUBOCTOJOHAYHAS CHIBOPOTKA B JIO3UPOBKE
200000 ME BuytpuBenHo. I[IpuMensumcy o0e300auBaronas U mpoTUBO-
CyZIOpOKHasi Tepamnusi, aHTuOnoTukorepanus. Ha ¢one ynedenus ormeua-
Jach MOJIOXKUTENbHAs TuHamuka. Ha 37 nenn OoJie3Hu nepeBeéH B o01iee
OT/CJICHUE JJIsI TaJIbHEHIIEro JIEUeHUsl U HaOmoieHus. Y peObEHka coxpa-
HSUJICSI TPU3M KEBATEIBbHON MYCKYJIATypbl, 00U B HUKHUX KOHEUHOCTSIX U
CIIa3M MYCKYJIaTypBhl.

BoiBoabl. HenpuBuThie marueHThl MPEACTABISIOT COOO0H BBICOKYIO
TPYIITY PUCKA TIO0 PA3BUTHIO TSHKENBIX POpM CTOJNIOHSIKA, TAKXKE IO Pa3BU-
TUIO TSOKENBIX AJJIEPrUYECKUX OCJIOKHEHUN Ha BBEJCHHUE MPOTHUBOCTOJIO-
HAYHOU CBHIBOPOTKU. OTCYTCTBHE HACTOPOKEHHOCTH, MO3IHSS JUATHOCTH-
Ka MPU OTCYTCTBUH BAaKIIMHAIMU MIPUBEIIH K PA3BUTUIO T€HEPAITM3OBAHHOMN
dopmbl cTonOHska. HecMoTpss Ha mnepeHecEéHHYI0 HHpeKuuio peOEHOK
MOJIJIC)KUT AaTbHEHIIEeH MIIaHOBOM MMMYHHU3ALIMHU MTPOTUB CTOJIOHSKA.

KiauHnveckui ciiry4ad ceMeiiHOM CPpeAM3eMHOMOPCKOM JIMX0PAAKH
Yenenesa Mapeapuma Anexceesna, Anuxeesa Hamanwvs Anexcanoposna

Hayuusblii pykoBoaurens: K.M.H., n1ou. Penuna H.B.
Ps3anckuii rocy1apCTBEHHBIA MEAULMHCKUNA YHUBEPCUTET
nMenu akagemuka M.I1. I1aBiosa, r. Ps3anb

Cemeitnasa cpenuzemHoMopckas auxopaaka (CCJI) unu nepuoanye-
ckasi 00JIe3Hb — 3TO 3a00JIEBaHUE C ayTOCOMHO-PEIIECCUBHBIM THIIOM Ha-
cinegoBanus. Mytanusi npoucxonut B rene MEFV, nokanuzyrommumcs B
16 xpomocome. [IpoaykTom reHa siBisieTcs O0€OK MUPUH (MapeHOCTPHH),
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cTuMyupyromuil BeipaboTky MJI-1 B u pa3BuTre BocHaauTEIbHOU peax-
1My B opranuzme. CaMbIMU paclpOCTPaHEHHBIMU SBISIOTCS a0JIOMUHAIb-
HBIN, TOpaKaJIbHBIN U JIMXOPAJOYHBIN BapUaHThI 3a00JI€BaHUs, PEXKE CYyC-
TaBHOU. /I[MarHo3 yCcTaHaBIMBAaeTCS HA OCHOBAHWM KIIMHUYECKOW KapPTUHBI
o mkajne Tenb-xa-Illomepa, a TakKe ¢ MOMOIIBIO TEHETUYECKOTO UCCIIE-
noBaHus. TUNWYHBIE MPUCTYNHI PEUUIUBUpYIOIIUE (HE MeHee 3 3MU30-
JI0B), JINXOpaJ04Hble (pekTanpHas Temieparypa >38°C) U HENMpPOIOIKHU-
teapHbie (0T 129acoB 10 3 nHEH).

3aboJsieBaHUE WIUPOKO PACHPOCTPAHEHO B OMPEACIEHHBIX STHHUYE-
CKUX Tpynmnax (eBpeu-cedapiabl, apmsine, Hapoasl CeBepHoro Kaskaza),
XapaKkTepu3yeTcs paHHUM Ae0r0TOM (2-5 1eT) U mpenpacronoKeHHOCThIO
MyKCKOro nmoJia. CaMbIM TpO3HBIM OCJIO)KHEHHEM sBisieTcs:  AA-
aMHJIONI03 C BBICOKMM YPOBHEM JIETATBHOCTH.

Heab padoThbl: NPOAEMOHCTPUPOBATh KIIMHUYECKUAN CIIydall paHHEN
JTMAarHOCTUKU U CBOEBpeMEHHO Hauatoro jeuenus CCJL.

MarepuaJjbl 1 MeTO/bI: IEPBUYHAS MEIUIIMHCKAsA JOKYMEHTAUS B
dopmax 025/y u 027/y.

PesyabTarel: manuent /. 11 ner, mo HalMOHaTIbHOCTH ApMSIHHH,
Oonen ¢ 1 rona xxu3Hu. B ge6iore xamoObl HA MEPUOIUUECKUE TTOTBEMBI
temmepatypsl 10 40°C, mepuoanyueckre 00U B )KUBOTE, KapauainTuu. bour
obcnenoBan B L{eHTpe MEIUIIMHCKON T€HETUKU U TIEPBUYHON OXpaHbI 3/10-
poBbs T. EpeBaH, AuarHoctupoBaHa nepuoandeckas 0one3nb. [IpoBeaeHo
MOJIEKYJIIpHO-TeHeTh4eckoe obOcienoBanue rena MFFV u oOGHapykeHbI
JBE€ MyTallid KOMIAyHA-T€TePO3UTrOTHOM cocToaHUU (M694V u V726A).
MKB-10: E85.0. Hacrora npuctymnos 2-3 pasza B Heaeno. Hauata tepanus
koJxuuuHoMm. Ha (oHe Tepanun oTMeuanoch YMEHBIICHUE YACTOTHI U BbI-
Pa’KEHHOCTH MPUCTYIIOB 10 | pa3a B HECKOIBKO MECSIIEB, BEIPAXKECHHBIX B
BUJI€ MOHOCUHApOMHOTO TeueHus, noiaydan HITBC ¢ adgdexrom.

B anpene 2023 roaa naxoauica Ha jsieueHuu B I'bY PO «OIKb um.
H.B. JImuTtpueBoii» ¢ yyameHueM nepruoJuYHOCTH MPUCTynoB 1 pa3 B 2-3
Heqeny. AHanu3 MOYd Ha MUKpoalibOynuHbl 10mMr/i. HazHaueHo neueHue:
koaxuiuH 1 tadnerka B cyTku (1mr). B mae 2023 rojma nmoBTopHas rocmiu-
tanuzaiusa B 'BY PO «OJIKb um. H.B. JIMutpueBoi» ¢ xxanobamu Ha 00-
v B xkuBOTE, (heOpmwibHyto nuxopaaky. Ha Y3U BII u nouek naronsoruu
He BbIsBIIeHO. B ananmuze kpoBu moBbiieHne COD o 46-19 mm/u. KOK
1o 386 en/n, CPb 24 en. OAM 06e3 narosoruu. J{03a KOIXUIMHA yBEJIUYE-
Ha 710 1,5 Mr/cyT.

B wuione 2023 roma KoHCynbTamus B (denepaJbHOM IIEHTpE.
Ha ocnoBanum pexomenmanuii ®I'AOY BO Ilepsriit MIMY um. U.M.
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CeuenoBa Mun3apaBa Poccuu, Ha3HauMTh MpenapaT: KaHaKWHyMab, pac-
TBOP VIS IOJIKO>KHOTO BBeaeHus, 150 Mr/mi, moakoxxHo 1 pa3 B 4 Henenu,
JUITMTEJILHO, B CBSA3HM C HAJIMUMEM MEJIUIIMHCKUX IMOKAa3aHUIA.

3akiroueHme: TIepuouuecKas 00JI€3Hb SBIIAETCS PEAKUM 3a00jeBa-
HHUEM, OJTHAKO IMAIUEHTHI ONPEACIEHHBIX HAIMOHAIBHOCTEW C PELUIUBU-
pyroIIei KpaTKOBPEMEHHOM JIUXOPaJIKOH (IJIUTEIBLHOCTh HEIEIA U OoJiee -
KpUTEPUI UCKIIOUCHUS) O0€3 SIBHOTO o4ara MH(PEKIUU, MPOXOIAIIed caMo-
CTOSITeITbHO, COCTABJISIOT OCOOYIO TPYIIITY PUCKA.

JABa ciyyas cunapoma Iorrepa
HIuxuoa Anna Anexcanoposna, Cmenanosa Anacmacus Anexcanopoena

HayuHblli pykoBoguTENb: K.M.H., 1oL. Iletposa B.1.
Ps3aHckuii rocy 1apCTBEHHbBIA METUIITUHCKUN YHUBEPCUTET
nMeHu akagemuka H.I1. I1aBnosa, r. Ps3anb

Cunapowm Ilorrepa wim nocnenoBatenbHocTh [loTTepa (I1I1) sBnser-
CA MOTEHUHAIbHO JICTAIBHOW MATOJOTHEH, KOTOpas MNPOSBISIETCS COBO-
KYITHOCTBIO XapaKTEPHBIX BHEIIHUX MPU3HAKOB: AehOopMaIliy JTUIA U KO-
HEYHOCTEH, Npsdnas ckiaagyaTas Ko)ka, TUIOIUIA3us JIETKUX W MOoYedHas
HenoctaTouHOCTh. IIpuumnoit I1I1 sBasercs TsSKENbIM MOPOK IMOYeK (are-
HE3Us, MOJIUKUCTO3, OOCTPYKTUBHAS YPOIATHS), KOTOPBIMA BEAET K BO3HUK-
HOBEHUIO MaJIOBOAMS U (POPMUPOBAHUIO OMUCAHHBIX aHOMaNW. CUHIIPO-
Mma [loTrTepa o JaHHBIM 3apyOEKHBIX UCCIIECIOBATENCH BCTpEUaeTCs C vac-
totort 1:2000-5000 xwmBopoxnéHHBIX. Hacmemyercss 1Mo ayTOCOMHO-
PELIECCUBHOMY THIY, BO3MOXHBI CIIOpaguyecKkue mMyTanuu. Yaiie BCTpe-
4aeTcsl y MAJIbYUKOB.

Hear padoThI: NpUBIIEYUb BHUMAHUE MEIUIIMHCKON OOIIECTBEHHO-
CTU K PEIKOMY MOTCHIIUAIBHO JeTallIbHOMY cuHApomy [loTtepa.

Marepuajibl 1 MeTOAbI: TPOBEAEH aHAIIU3 MEUIIMHCKOU JOKYMEH-
taunu pedoénka P., poxnénnoro B I'Y3 «Tynbckuid 00nacTHOW mepUHa-
TanbHbId HeHTp uM. B.C. ['ymuneBckon».

PesyabTaThl: Manpunk A. oT 3 6epeMeHHOCTH, 3-X POJIOB Ha CPOKE
recraiyu 32 HeAEIW, B TOJOBHOM IpeayiexkaHuu. Poabl nopoxHeie. JKeH-
IIHAa BO BpeMsi OEpEMEHHOCTH He HalI0anack, He 00caea0Banach, BO3-
MOKEH OJTM3KOPOJICTBEHHBIN Opak.

Macca tena npu poxkaenun- 1700 r, pnuHa Tena - 43 cM, OIIEHKA I10

mkasne Anrap 7/8 6annos. IIpu nocTymieHnn B epruHATAIBHBINA LIEHTP CO-
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CTOSTHUE€ TEPMHUHAJBHOE: JIBIXaHUE IO THUIly «TaCOUHI», MyJabCc 20 MUH.
MeponpusaTusi mo cTabWiIn3alui U peaHuManuu peOEHKa MPOBEICHBI B
MPUEMHOM OTAECICHUM COTJIaCHO MeToanueckoMy nucbmy «Peannmanus u
CTaOMIM3aLUs COCTOSHUS HOBOPOKIEHHBIX JCTEH B POJAUIBHOM 3aJ1€» MOJT
penakmuein mpodeccopa E.H. baitbapunoii. B ornenenun peannmarnuu u
MHTCHCHUBHOM Tepanuu COCTOSIHHE peOEHKa KpaitHe TskEnoe, 00yciaoBe-
HO JBIXaTEJIbHOW U CEepJEYHO COCYAMCTOW HEAOCTATOYHOCTHIO Ha (OoHE
MHOKECTBEHHBIX IIOPOKOB PA3BUTHS U TUIIOTEPMUH.

[Ipy 0OBEKTUBHOM OCMOTpPE OTMedaeTcs aedopmalus ToJIOBbI, KO-
HEYHOCTEN — JomaTooOpa3Hble PYKH, aCUMMETPHUsS JHUIA, MUKPOTHATHS,
3aIaJICcHue MEPEHOCULIBI, «CTAPUYECKOE» BBIPAKEHUE JIMLA, IBYCTOPOHHUMN
AIIUKAHT, OOpPO3/1a MOJ HIXKHUM BEKOM. ATOHUS, apedieKcus, mo3a «Jisi-
rymkny. Cumntom «oenoro narHay 6osiee 10 cekyHI, mylbcaius MepU-
dbepudecKkux COCyAOB HEYAOBIECTBOPUTENbHASI, UMEETCS OO0Ias MacTo3-
HOCTbh. Hajy NErkuMu BBICTYIIMBAIOTCS CyXHE U Pa3HOKATUOEPHBIE XPUIIHI,
IbIXaHUE crpaBa ociadneHo. TOHBI cepila riayxue, puTMU4HbIe. B X01e
MHCTPYMEHTAJILHOTO OOCJIEIOBAHMS BBHISBIICHA THUIIOIIA3U JIETKUX U are-
He3us o0eux Mmovek. B TeueHue BceX CyTOK KM3HHM Y MaJbUMKa COXPaHsJI-
Cs IEKOMIIEHCUPOBAHHBIN CMEMIAHHBIN JTAKTATAIUI03.

B ycnoBusix TyabCKOro nmepuHaTaAIBHOIO LEHTPA MPOBOAUIACH PEC-
nupatopHas tepanus B pexnme BUOBII ¢ xx€cTkumu mapamerpamu BEH-
TUJIALIMY, TIOJTHOE MapeHTEpAIIbHOE MUTAHWE, aHTHUOAKTEepUAlIbHAs Tepa-
MHs, CAMIITOMATUYECKas TEpaIus, Tepanus KapAUHOTOHUKAMH.

B Bo3pacte 1 cytok 1 4daca KU3HU COCTOSHME pPeOEHKA C OTpHIla-
TE€JILHOW JTUHAMUKOW — KJIMHUYECKas cMepTh. B Teuenne 30 MUHYT ITpOBO-
IUINCh PeaHUMAalMOHHbIE Mepomnpuatus, 0e3 3¢gdekra. 3aTeM KOHCTaTHU-
poBaHa OMOJIOTHYECKAsT CMEPTh.

PeOEHKy BBICTaBJICH KIMHUYECKHI JUAarHo3 — OCHOBHOW: CHHIPOM
[Torrepa. Arenesus nouek. ['mnonnasus nérkux. Ocnoxuenus: JJH 3 cr.
CCH 3 cr. [TneBMoTopakc. ConmyTCTBYIOIIUNA: CUHAPOM yTHETEHUs Oe3yc-
JOBHO-pedICKTOpHOH aesitenbHOCTH. HemoHnomennocTs 32 6\7 Henmeny.

BoeiBoabl. B Hactosiee Bpemsa cunapom [loTrepa siBisieTcs: moTeH-
[IUAJIbHO JIETAJIBHBIM CHUHIPOMOKOMILIEKCOM, KOTOPBIM (opMupyeTcs B
pe3yJibTaTe TSHKEIOW aHOMaIuu pa3BUTHs Nodek. [naHoBoe HaOmoAeHNE
U TIpeHaTajbHas JUArHOCTHUKA IO3BOJISIET MPEAYNPEAUTh POKICHUE pe-
o0¢nka c curapomom Ilorrepa. B HacTosiee Bpems pa3padaThIBArOTCS
AKCIIEpUMEHTAIbHBIE METONBI JieueHUus: cuHAapoma llorrepa, koTtopbeie B
MEPCIEKTUBE BEPOSITHO MTO3BOJIAT IETSAM BBI)KUBATD.
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CJ10KHOCTH IMATHOCTUKY MOPAKEHUSI MUOKAP/IA
y JAeTeil paHHero Bo3pacra

Yokopaua Tamapu

Hayusnsiil pykoBOAUTENB: K.M.H., AoL. I[letposa B.U.
Ps3aHckuii rocy1apCTBEHHBIA MEIUIIUHCKUNA YHUBEPCUTET
nMmenu akagemuka H.I1. I1aBioBa, . Ps3anb

OCHOBHBIMM TPUYMHAMU TMOPAKEHUS MHUOKapAa y JETEH PaHHEro
BO3pacTa SIBIAIOTCSA: BPOXKACHHBIM WM TPUOOPETEHHBIA MHUOKAPIUT U
KapAUOMHONATUHU. ONHUAEMHOJIOTHS TOPAXKEHUM MHUOKapAa OCTaETcs
CIIOPHOM. DTO CBS3aHO C KIIMHUYECKUM Pa3HOOOpa3ueM, JJATCHTHBIM B psi-
1€ CIIy4yaeB TEUECHHEM KapJuTa, CJIO0KHOCThIO BEpU(DUKAIMU AHArHO3a.
[Ipu ocTphix TPUOOPETEHHBIX KApIUTaX C KIMHUYECKUMU MPOSBICHUIMU
BO3MOKHO MOJIHOE BBI3JOPOBJICHHUE, a Takke pa3zButue AudPpy3Horo Muo-
Kapauockiiepo3a B 1/5 ciyuaes. Ilo nureparypusiM ganubiM B 50% Bcex
ciay4daeB aunatanumoHHaskapauomuonatus (JAKMII) sBasercs ucxogom
XPOHUYECKOr0 MUOKapauTa y jereil. C KIMHUYECKON TOYKH 3PEHUS] BPO-
#neHubId Kapaut u JJKMII kpaitne cxoxu. OCOOEHHOCTBIO BPOKIEHHOTO
KapIuTa SBJISETCSIOBICTPOE Pa3BUTHUEM TOTAIBHOW CEpJECUYHONM HEIOCTa-
TOYHOCTH. BaxkHast knuHu4eckas ocooeHHocts JJKMII - pedpakrepHOCTh
K TpaauinoHHoMYy JieueHnto XCH y manueHTos.

JIMarHOCTUYECKUM «30JI0TBIM CTaHAAPTOM» BPOKIAEHHOTO KapAuTa
ABJISIETCS dHAOMHUOKapauanbHas ouoricus. B nuarnoctuke JIKMIT 6o1b-
IIyI0 POJIb UTPAET OMPEAECICHUE MPEIUKTOPOB HEOIArOMPHUSITHOTO MPO-
rHo3a y namueHToB ¢ XCH (Mo3roBo¥i HaTpuilypeTHYeCKUid MENTH/I, WH-
TepJCHKUH 6, HOpAIPECHAJINH).

TepaneBTuyeckasi TAKTUKA BEACHUSI PEOEHKA C KapJUTOM BKIIFOYAET
B MIEPBYIO 04Yepelb ATUOTOponHYI0 Tepanuto. Koppekiusa CH kak mpaBuio
JOCTUTAETCS CTaHAAPTHBIM HAOOPOM JIEKApCTBEHHBIX CPEICTB. TaKkke MH-
TUBUAYAIBHO  MNOAOUPAIOTCS  CPEACTBA  MATOr€HETUYECKOM  Tepa-
NUU(MPOTUBOBOCTIAJIUTEIBHON  (MMMYHOCYIIPECCUBHOM), aHTU(EPMEHT-
HOWU, AHTUKOATryJISTHTHOM, JIE3UHTOKCUKAIITUOHHOM, MMMYHOTEpaA-
nuu).OcHoBHOE MecTo B JieueHur JJKMII 3anumaror npenaparsl, UCHOJIb-
syemble 1 siedenust CH. [log6op koMOMHAIIMY TIpEnapaTroB ISl JICUCHUS
XCH 3auacrtyro onpenesnser nporao3 namnuenrta. [lockonbky B 30% ciyya-
eB Teuenue JJKMII ocnoxHsieTcst BHyTpUCEpACYHBIM TPOMOO30M U Pa3BU-
THEM TpoMOOIMOOJHIA, BCEM OOJBHBIM MOKa3aH MPUEM aHTHATPETaHTOB.
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Heab padoThl: TPOAEMOHCTPUPOBATH CI0KHOCTh nuddepeHnaib-
HO-TMAaHOCTUYECKOTO TIOMCKa y peOéHKa paHHEro Bo3pacTa ¢ MOopaKeHUEeM
muokapaa u XCH.

MartepuaJjbl 1 METOAbI: TTPOBEJAEH aHAIN3 MEIUIIMHCKOW TOKYMEH-
Tanuu pedbenka M., HabmoaaBIeics B TedeHue 4-X JeT B KapAHOJIOoTHYe-
ckoM otaeneaun OI'AY «HMMUL] 3p0poBea aerei» Munzapasa Poccun.

Pe3yabTaThi:

JleBouka M., ot 3 GepeMEHHOCTH, NMPOTEKABIICH C SBICHUSIMHU OCT-
poro Oponxuta B 25-26 Heaenb recranuu. Poasl |l,dusnonornueckue, Ha
cpoke 37 Hemenb, aHTpONOMETpUs NpU poxaeHun: Bec 3650 r., poct 53
cM. Omnenka no mkane Anrap 9 /10 6amnos. [IpodunakTuyeckre nNpuBUB-
KU: TI0 UHAUBHAYaJIbHOMY rpaduky. OOcinenoBaHbl BCE WICHBI CEMbU, Y
OOJBIITMHCTBA POJCTBEHHUKOB 10 MATEPUHCKON JTUHUHU, COTJIACHO JaHHBIM
OXO-KT', BeisiBNIEHA MOBBIIIIEHHAS TPAOEKYJUISIPHOCTh MHOKap/a.

VY €BOYKU C POXKACHUSI OTMEYAETCS HEAOCTATOYHAS] AaKTUBHOCTb, BSI-
noe cocanue. Ha 22 nenp xu3Hu Obuia rocrnuranusvpoBana B I'BY PO
JKb nm. ipod. H.B.JIMutpreBoii B TSHKEIOM COCTOSIHIHM, OTMEUYACTCS BBI-
paXX€HHAas! BSJIOCTh, CPBHITUBAHUS OOJIBIITUM O00BEMOM, CAMOCTOSITEILHO HE
cocér, catypauus 92%, YJI/{ 76 B MUHYTY, B3lyTHE TPYIHOU KIIETKH, y4a-
CTHE BCIIOMOTATEJIbHOM MYCKYJIATYPBI B AKT€ ABIXAHUS, KPENUTHPYIOIIHE
xpunbl 110 BceM mnonsiM, HCC 144 B MUHYTY, IYIOIIMHA CUCTOJIUYECKUI
IIyM Ha BEPXYILIKE U MO JIEBOMY KPar0 IPyAUHBI, T€maToMerainus 10 +4 cm,
cenesz€nka +1 cm.

IIpu Rg opranos rpyanoii nonoctu: KTU 68%, cepalie mapoBuIHON
dbopmbl. Ha DXO-KI" BeisiBnensl: aunaranus JOK, ®B 56%, nenocraTou-
HOCTh Ha AB-knananax 3-4 creneHu. beul copmynupoBan npenBapu-
TeNbHBIN quarHo3: Bpoxnéunsiii kapaut? ®ubposnacros? Kapauomuona-
TUSI HEYTEUHEHHas (IuiataimoHHasi kapauomuonatus)? IIpoBeaéH kypc
aHTUOAKTEepUAJILHOW Teparuu, CIIUPOHOJAaKTOH, KanTonpuia. Ha ¢one Te-
panuu COCTOSIHUE C MOJIOKUTETLHOW JUHAMUKOW Ha 7 JIEHb — HOPMaJIU30-
BaJics anmetut, YJI 52 B munyTy, carypamusa 97%.

Jlnst nanpHeimero oOcneAoBaHusl IEBOYKA MEPEBE/IEHa B KapAu0JIO-
ruyeckoe otnenenue ®I'AY «HMMUILL 3nopoBes nerein» Munszapasa Poc-
cun B 1 mecdan. B nuaamuke Ha DXO-KI' coxpaHsuiace qumaranust JIEBBIX
otaenoB cepaua, ®B 38%, nenmocratounocte MK 3 crenenu, ycuiieHHas
TpaOeKyJIApHOCTh 3aHel cTenku JIK, HeOobIIoe MOoBBIICHUE AaBICHUS
B cucrteme J€royHou aprepuu. Ha RgoranoB rpyaHoit momoctu KTU
yMeHbInI0Ch 10 61%. NTproBNP (Mo3roBoii HaTpuilypeTHUECKHI TOp-
MOH) - 14688 nir/mn (Hopma ot 0 1o 125 nr/mi), uro B 10 pa3 npeBbliaeT
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HOPMY. YUUTHIBAsI KIIMHUKY U TaHHBIC JOMOJIHUTEIBLHOTO 00CIe0BaHUS B
kapauosiornyeckoM oraencHun OI'AY «HMMUIL 3popoBes nerern» Mun-
3apaBa Poccun chopmynupoBain auartos3: KapaumomuonaTus, AuiaaTamy-
oHHbIN (heHoTun. [loBbIIeHHAs TPAOEKYISIPHOCTh MHOKapAa JEBOTO Ke-
nynouka. HepoctaTouHOCTh MUTpabHOIO KilanaHa. JIEroyHas runepreH-
3ust. XCH 2A crenenu.

CoriacHO UMEIOIIUMCS UBMEHEHHUAM No100paHa MacCUBHAs TepaIus
XCH: aurokcuH, KamTONpPWI, KapBeauiaoi, (GypocemMuj, arneTa3ojaMu/l,
CIIMPOHAJIAKTOH, AUETWJICATAIIWIOBAs KUCJIOTa, KAl U MarHus acrnapa-
rUHAT. YYWTHIBas BO3MOXKHOE TEUEHUE MHUOKApAUTa, MPOBEAEH KypC
BHYTPUBEHHBIX UMMYHOTJI00YIMHOB. [luHamMuueckoe HaOMOICHUE 3a Jie-
BOYKOW MPOJAEMOHCTPUPOBAJIO, YTO, HAUMHAS C BO3pACTa 5 MECALEB y Ma-
IUEHTKM HOPMAaJIU30BAINCH pasMepsl nonocten cepaua, OB; ¢ 1 rog u 7
MmecsiteB KTH, NTproBNP.

C 5 mecsieB Obla Havata peaykuus tepanuu XCH.B ¢espane 2020
I. TIPOBEJICHO MOJIEKYJIAPHO-TEHETHYECKOT0 00CieIoBaHMe (TTaHelIb TEHOB
«KapANOJIOTHYECKHE 3a00JICBaHUA), TIOIYUYEH PE3yJIbTaT: HYKICOTHUIHBIC
BapUAHTHI, SBJISIONIMECS HanOoJee BEPOATHON MPUUUHON 3a00JICBaHUS HE
BbIABJICHBI. DU3NUECKOE PA3BUTHE JIEBOYKU B TEUCHUE BCEX 4 JIET COOT-
BETCTBOBAJIO BO3PACTHBIM HOpMaM.

[Ipu oObeKTUBHOM 00CIEenOBaHUU B Bo3pacte 4 jieT u 1 mecsia 06-
Iee COCTOsIHUE yaoBieTBopurenbHOE. [lomoxenne aktnBHOE. KOHTakTHA,
AMOIMOHAIbHA, OXOTHO oOm@aerca. KoxHble MOKPOBBI OJ€IHO-PO30OBbIE,
akpouuaHnosa HeT. [loakoxkHast KiieTdyaTka pa3BUTa JOCTATOYHO, pACHpEie-
neHa paBHoMepHO. I[lepudepuueckoit oréunoctu Her. dDopma rpynHon
KJIETKU HWUIMHIAPHAYECKAs, HE U3MEHEHA. [1epKyTOpHO HaJ JIETKUMU SICHBIN
n€rounsiil 3ByK. [Ipn ayckynbTanuu JETKUX BBICIYIIUBACTCS MY3PUIIBHOE
IbIXaHHE, POBOJUTCA PABHOMEPHO IO BCEM OT/IEJIaM JIETKUX, XPUIIOB, HET.
Y14 21 B munyty. Carypauus 98-99%. OOnacts cepilia BU3yalbHO HE
n3MeHeHa. [lepkyTopHblE€ TpaHUIBI OTHOCUTEIBHOW TYIIOCTH CEpAla HE
pacumupeHbl. AyCKyJIbTaTUBHO: TOHBI CEP/ILAa TPOMKUE, puTMHUUHbIE. [1yIbe
B okoe 100 ymapoB B MunyTy. A/l Ha pykax 90-60 mm pr.cT., myJibcarus
nepudepruyecKux apTepuil yI0BIETBOPUTEIBHBIX KaUue€CTB, CHMMETPUYHAS.
[TeueHp manbmaTopHO y Kpas npaBoi péoepHoi ayru. Cene3éHka HE Malb-
nupyercs. Jnype3 anekBaTHbii. AHTponiomeTpusi: Bec 23 Kr, poct 111 cm.
VIMT 18,7 kr/m°. ®usnueckoe Pa3BUTHE CPEAHEE, TAPMOHUYHOE.

BbIBOJLLI:

Takum oOpazom, nuddepeHImanbHas AUArHOCTUKA TMOPaKCHUHN
MHUOKap/Ja B PaHHEM JETCKOM BO3pACTE 3aTPYyJHECHA U3-3a CXOXKECTH KIIU-
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HUKM U TOKa3aTesjed OOIIENPUHITHIX HHCTPYMEHTAJIbHO-TA00paTOPHBIX
MeToA0B obOcnenoBanus. Bepudukanus auarHosa mpu MopakeHUU MHO-
KapJia y JIeTei paHHEro BO3pacTa MOKET MOTPEOOBATh TIIATEILHOIO PEry-
JSPHOTO TMHAMHUYECKOT0 HAOJIIOACHUS, KOMIUIEKCHOTO ¥ BBICOKOTEXHOJIO-
TUYHOTO OOCTIEOBAHUSA U JICUCHUS

Oc00EHHOCTH TAaHHOTO KIMHUYECKOIO Clydas: TeUeHUEe OepeMEeHHO-
CTH Ha (JOHE OCTPOTO OPOHXUTA, BHIPAKEHHAS MOJOKUTEIbHAS JUHAMUKA
Ha (oHeNeueHUsI CepACHYHOW HEAOCTATOYHOCTH, HOPMAalIHU3alus YpPOBHS
NTproBNP,orcyrcTBHEe Hanbonee 4YacThIX T'€HETHYECKMX BapUaHTOB
JKMII, croiikasi KIMHUKO-UHCTPYMEHTAJIbHAsI peMucCUsi y peOEHKa Ha
MPOTSKEHUU 4-X JIET )KU3HU HE IO3BOJISIET UCKIIOYUTHh B JAHHOM CIly4ae
IIEPEHECEHHBIN BPOKIEHHBIN KapAUT
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