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BBEJEHUE

I'emodarommrapsabie JTUMQPOTUCTHOIUTO3EI
(I'JIT) — rpymma 3aboneBaHuii, pa3BUBAIOIIAXCS U3
OpAMHAPHBIX MaKpo(aroB, XapaKTEPU3YIOIIUXCS
HEKOHTPOJIUPYEMOH TIpoudepanred MUTOTOKCH-
YeCKHX JIMM(OIUTOB M TUCTHOLMTOB CO CTPEMHU-
TENBbHBIM, (aTtaabHBIM 0e3 Tepamuu TedeHuem [4,
10], OCHOBHBIMH KJIIMHHYECKUMH CHMIITOMaMH KO-
TOPBIX SABJSAIOTCS JUXOPAaIKa, MAacCHBHAs CIUIEHO-
MeTanwsi, OW- WJIM TaHIUTOICHUS, THITOGUOPHHO-
TeHeMHUs, THUIEePTPUTIULEPUIEMHS, CHMIITOMBI
nopaxkenusa LHHC. PacnpocTpaH€HHOCTh MATOJIOTHU
o garaeM J.Henter, (1991), 1,2 ga 1000000 nereit
o 15 mer u 1 Ha 50000 HoBOpOXKACHHBIX [9]. st
3a00NeBaHUil JaHHOW TPYMIBI XapaKTEpHO: MHO-
roobpasue ¢popM (TMEpPBUYHBINA, TCHETHYECKH JIETEP-
MHUHHUPOBAHHBIM U BTOPUYHBINA, ACCOLMUPOBAHHBIN
C pa3ITUYHON TATOJOTHEeH), TeHeTHYeCKas TeTepo-
TCHHOCTh U KIMHUYECKHH MOJMMOPQH3M, Mporpe-
TUEHTHOE, OBICTPO TPOTPECCHPYIOIee TEUYCHNUE,
KpaitHe Hu3Kas 5(Q(EKTUBHOCTh HCIOIB3YEMbBIX
METOJIOB TEpaluu, a TakXKe OYeHb BBICOKAs
JIETATFHOCTh. Y CTAHOBJIEHHE JWarfHoza Tpedyer
THCTOJIOTHYECKON HWAECHTH(UKAMU B OpraHax c
MOCIEAYIONIMM  TPOBECHHEM  MOIIEKYJISIPHO-
TeHEeTHYECKOTO nccienoBanus [3].

['JII' nmompaznensitor Ha mnepBuuHbld  [JII
(cemeiHBIN U CITOpaTuIeCKUid, 0OBITHO WHAYIHPY-
EMBbIi BUPYCHBIMU WHQEKIUSMHU) U BTOPUYHBIN
['JII' (remocdaromuTapHble CHHAPOMBI, KOTOPBIE
ACCOIMHMPOBAaHHBIC ¢ WHQOEKIMSIMH, OITYXOJISIMH)
[1].

IlepBuunbiii I'JII' mopaxkaer neredl paHHEro
BO3pacTa M XapakTepu3yeTcs BPOXKICHHOH HeIoc-
TATOYHOCTBIO KJIETOYHOTO 3B€Ha HMMYHHTETA
(OTCyTCTBHME WM pE3KOe CHUXKEHHE LHUTOTOKCH-

yeckoir ¢GyHKmuu NK-Kki1eTok), Haciemyercs 1o
ayTocoMHo-pernieccuBHomMy Ttuiry [1, 3]. Jdedumur
IUTOTOKCHMYEeCKOM akTuBHOCTH NK-KieTok acco-
LUUPYETCS C HEKOHTpoJupyeMmon akrtupanuei T-
uMQOIUTOB M Makpo(aroB, TUIEPIPOSYKLHUECH
MIPOBOCTIATIUTENBHBIX LUTOKHHOB M  Pa3BUTHEM
CHUCTEMHOT0 BOCHAJIUTENILHOTO OTBETa, a B TsDKe-
JBIX CITy4Yasix, BEAYIIEro K NOJIMOPraHHON HelocTa-
TOYHOCTH [6].

K nepBuunbM (BpoxxaenusiM) I'JIIT oTHOCHTCS
CEeMeWHBIIl  TeMo(aromuTapHeli  JTUMGOTUCTHO-
IINTO3, KOTOPHIH BIepBEIC OBLT ommcan J.W.
Farquhar u A.E. Claireaux B 1952 romy y aByx
HOBOPO>KACHHBIX CHOCOB, Y KOTOPBIX Ha0I0AaIach
JIMXOpajaKa, AWapes, PBOTa, CIUICHOMETanus, HOp-
MOXPOMHAasi aHEeMHs, TPOMOOLIUTONCHUS WU TPaHy-
nouuroneHus [7]. 3aboneBaHne MMeNO MPOTpenu-
EHTHBIN TpoTrpeccUpyomuil (aTalbHBIA XapakTep.
Ha ayTtoncum BbIsIBICHA 3HAuYUTENIbHAs TIUCTHO-
nuTapHas nponudepanus B IuMpoysnax, MedeHH,
MOYKaX C aKTUBHBIM (DaroruTo30M 3pUTPOLUTOB.

[IpuuvHOM pa3BUTUS MATOJIOTHU  CIIYXKHUT
HEKOHTpoNpyeMasi mpoiudepanus akKTHBUPOBaH-
HBIX JTUMQOLHUTOB ¥ TUCTUOLUTOB, CEKPETUPYIOLIHNX
B OONBIIOM KOJMYECTBE IPOBOCHAIUTEIbHBIC
LIUTOKUHBI.

Omnuncano HeCKONbKO (GopM 3aboneBaHms, IS
HEKOTOPBIX M3 HHUX KapTUPOBAaHBI I'€HBI, OTBETCT-
BEHHbIE 33 CHHTE3 OEJKOB, KOTOPBIC yYacTBYIOT B
onocpeayemoit CD8 T- u NK-kimeTkamMu 1IATOTOK-
CHUYHOCTH. DTHU TeHbI KOAUPYIOT eppOpHH- OETIOK,
BCTPaWBAOIIUICS B JIMITUAHBIN OUCION MeMOpaHbI
KJIETKU-MUIIEHH M 3allyCKaloluii ee Tudenb, B
YaCTHOCTH, Yepe3 aKkTUBAIHIo anonTo3a. L{utorok-
CHUYHOCTb, 3aBHCAIIas OT mnepdopuHa, Hrpaer
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BOXHYIO pOJb B TOANEpKaHUM T-KIETOYHOTO
roMeocTasa.

MyTauuun rera nepopruHa BeIyT K HECOCTOSI-
TEeIHHOCTH d()PEKTOPHBIX CHCTEM, OTBEUAIOIIHNX 32
yAaJeHue MaTOJOTHYECKUX KIETOK M 3a HEeraTus-
HYIO PEryJsHi0 UMMYHHOTO OTBETa IO KJIETOY-
HoMy Tumy [1-3].

[leppopur  peanmm3yeT  ITUTOTOKCHYECKOE
JeiicTBue  TUMQONHUTA TPU  BPOXKICHHOM H
aganTUBHOM MMMYHHOM otTBere [17]. NK-knetku
BBIETISTIIOT MepQOPHUH IEIEHANPaBIeHHO, YTO I103-
BOJIIET OpPraHM3My OBICTPO YHHUYTOXUTH KIIETKH,
3apaKCHHbIE BHPYCOM M OIYXOJIEBbIE KIETKH
[14, 15].

Muccenc-myTtanus nepdoprHa COMPOBOXKIA-
€TCsl pa3BUTHUEM COCTOSHUII OT CEMEHHOro remo-
(haroruTapHOTO JTUM(OTHCTHOLINTO3A IO BHICOKOTO
pucka oHKoreneza [3]. WnentudunupoBaHsl
MHUCCEHC-MYTallH Niep(OpHHA ¢ HETIOIHBIM pa3BU-
tieM tiepdopuna (kmacc ), CKpBITBIM TPOTEONH-
THdeckuM pasButHeM (knacc II) m HepacmoszHaBa-
embIMu opmamu niepdopuna (kiacc I11) [13].

Hedunut nepdhopuna BeAeT K BOSHUKHOBEHHIO
MMOTEHIUANBHO (aTaabHOrO 3a00JeBaHHs B TPY/-
HOM BO3pacTe: CEMEWHOro TeMOo]aromuTapHOTro
muMmdoructuonurosa [3, 5, 8, 11, 12, 16], koTopsrit
HacJIeyeTcsl Kak ayTOCOMHO-pEIleCCHBHOE 3a0oite-
BaHWE, C MYTalUsIMH, HIACHTU(QHUIMPOBAHHBIMH B
epQOPUHKOIUPOBAHHON I1OCIIEOBATEIHHOCTH. Y
MalMeHToB ¢ MyTanusiMu B nepopun-rene (PRF1)
nepOpHH OTCYTCTBYET WM ONpEHeIseTCs ero
HU3KUN ypoBeHb B NK-kjieTkax U Majblii ypOBEHb
LUUTOTOKCUYHOCTH JIUMGPOUUTOB. bone3Hb sBseTcs
(haTanpHOW, ecnu ee He JICYUTHh C MPUMEHEHUEM
MMMYHOCYTIDECCAHTOB W, B KOHEYHOM CUETe, He
MPUMEHUTh TPAHCIUIAHTAIIMI0 KOCTHOTO MO3Ta
[9, 10].

Bupycnas mHbpeknmus HanOoiee 9acTo CIIyKUT
ITyCKOBEIM Mexanu3MoM Bo3HuKkHOBeHus [ JII" [18].

MyTtauus B reHe nep¢opHuHa, BcTpedaromasics
B 20—40 % cmyuaeB cemeiinoro I'JII', mpuBogut
nedpexty NK- u T-KJI€TOYHOW ITUTOTOKCHYHOCTH.
Myrtanuu B reHe hMunc 13-4, koTopsiii He00X0-
UM JUTS BBIXOJIa IIUTONUTHYECKUX TPaHyJ, TAKkKe
MOTYT IIPUBOINTH K ceMerinomy ['JIT" [1-3].

lenerndyeckn  BBIACTSIOT  TATH  (OPM
ceMeHHOro reMo(aroUTapHoOro JIUMQOTHCTHOLH-
to3a (CI'JI): CI'JI1 (ren HensBecTeH, JIokyc 9g21,3-
22), CI'JI 2 (ren PRF1, nokyc 10q21-22), CI'JT 3
(rer UNCI13D, nokyc 17q25), CI'JT 4 (ren STX11,
nokyc 6q24.1) u CI'JI 5 ( ren STXBP2, nokyc
19p13.3-13.2). nambonee UACTOH TEHETHUCCKOU
(hopmoit 3aboneBanus B mupe sBisercs CIJI2 (ren
PRF1, mytauuu B KOTOPOM OTBETCTBEHHBI 3a
20-50% cnyuaeB 3aboneBanms). ['en PRF1 xomn-
pyert Genok nephopuH, y4acTBYONMA B 00pa3oBa-
HUM TOp B MeMmOpaHe KJIETKU-MuIleHH. bernok

Muncl3-4 (rea UNCI 3D, myTamum B KOTOpOM
BeIBIAIOT Y 20-25% CI'JI manueHToB) OTBEYaeT 3a
MOCJIEHAE ATalbl CBSA3BIBAHUS LUTOTOKCHYECKOU
rparynsl ¢ memOpanoit NK-, CTL-kierok. bemku
cuntakcuH (reH CTX11, mytanuu oOHapyXHBarOT
y 10-20% mnammentoB ¢ CIJI) u Muncl8-2 (ren
STXBP2) TecHO B3aUMOJEHCTBYIOT APYT C APYTrOM
U PEeryjIupylT OK30[UTO3 IHUTOTOKCHYECKHUX
rpanyn [2].

Hecmorpst Ha Ha3Banue cemeiinbii [JIT,
CEeMEHHBIN aHaMHE3 4YacTO MaJlOMH(GOPMATHBEH,
TaK Kak 3a00JieBaHUE PEIIECCUBHOE.

MOJHHEHOCHOTh TEYCHUS, TIOTHOPTaHHOCTD H
TSDKECTh TTATOJIOTUW HEPENKO 3aTPYIHSIOT MPIKU3-
HEHHYI0 JHAarHOCTUKY TreMo(parouuTapHoOro M-
¢doructuonutosa. TpyAHOCTH BO3HUKAIOT M MpHU
I GepeHInanbHON TUarHOCTUKE TEePBUYHBIX U
BTOPHYHBIX TeMO(]aromuTapHbIX JIHMQPOTHCTHO-
[IUTO30B, TaK KaK WMMEIOIIASCS WHQPEKIHS MOXKET
BEICTYNIaTh KaK B POIIM TPUTTEPA MPHU MEPBHYHBIX
dbopmax, Tak W OBITHh TMPUIUHOW PA3BUTHSI BTO-
pUYHOTO  reMO(arouuTapHOro  JUMQPOTHCTHO-
LUTO3A.

B cBsi3m Cc papuUTETHOCTHIO MPHUBOAWMM HAIIle
HabIIoIeHAE.

MATEPUAJIBI U METO/1bI

Cembs ', umeromasi penpoayKTHBHBIE MTOTEPU
(cMepTh JABYX JHETeH, paHHIO AETCKYI0 CMEpT-
HOCTH).  VICIIONIB30BaHbBI:  COMATOT€HETUYECKOS
UCCIIeIOBAHUE C CHHPOMOJIOTHYECKUM U KITHHUKO-
TCHEAIOTUYECKUM aHaJIM30M, OIEHKa COMAaTHYecC-
KOTr0, TIeMaTOJOTHYECKOr0 M HEBPOJOTHYECKOTO
CTAaTyCOB, KJIMHHYECKHE, OHOXUMHUUECKHUE, THCTO-
JOTHYECKHE, UMMYHOIIUTOJIOTHYECKHE, YIbTPa3By-
KOBBIE, JIIEKTPOPHU3UOIOTHUECKIE, MOJIEKYJISPHO-
reHeTHYecKre (MccieoBaHue MOIMMOP(HU3MOB
TeHOB (PepMEHTOB (0JIATHO-METHOHWHOBOTO ITHKJIA
U aCCOIMHUPOBAHHBIX C TPOMOOPHIMUECKHUMU
COCTOSIHHSIMH) METOJIBI.

PE3YJIBTATBI U OBCYXJIEHUE

Pe6enok, /I, B Bo3pacre 13 nHel KOHCYJBTH-
pPOBaH B OTACIEHUH peaHNMAllid W WHTEHCHBHOUN
tepanuu HOBOpoXkAeHHBIX OJIKB Nel. Cocrosaue
pebeHka kpaiiHe TsDKeJIoe U3-3a IOJUOPTraHHOM
MATOJIOTHH U TeMopparuyeckoro cunapoma. Haxo-
nutcst Ha UBJL.

AHaMHe3 Oonle3HM: MaTh CUHTaeT peOCeHKa
0OJBHBIM C 9 JTHS JKU3HU, KOTJIa MOSBUIIOCH OECIo-
KOHCTBO, NOBEIIIIeHUe Temrieparypsl 10 38 C. Pebe-
HOK 0BT mocTarieH Opuramoit MCII B cTarmonap.

JluarHo3 mpu TOCTyIUICHUHM: AHEMHUS Hesc-
Horo TreHe3a. JluddepeHunansHpIil TMarHo3 ciemy-
€T TMPOBOJIUTH C BHYTPUYTPOOHBIM HHQHUITUPOBA-
HUEM U 3aboseBaHueM KpoBu (Jeiko3?). BomasHka
MPABOTO SUYKA.
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[Ipu moctymneHun B OTAENEHHE aHECTE3HO-
JIOTUM W WHTEHCHUBHOW Tepamuyu HOBOPOXKIEHHBIX
COCTOsIHNE pebeHKa ObUIO PAaCIEHEHO KaK TsDKENoe.
B HeBposiormueckoMm craryce — TMpHU3HAKK YTHE-
tenust [{HC, koxHBIe TOKpPOBBI OJIEAHBIE C WK-
TEPUYHBIM OTTEHKOM, BBIPAKECHBI MHUKPOLMPKYJIS-
TOpHBIE HapyllleHud, Temmeparypa Tena 38 C.
OyHKIHSA BHENIHETO MABIXaHWUS W TeMOJMHAMHKA
ctabuibHbl. OTMEYanach BEIpAKCHHAS T€TaTOCIIC-
HoMmeranus: nedeHr +3,0 cM, cenme3enka +6,0 cm
HUKE Kpass peOepHOW MAyrH, MaIbIHPOBAIUCH
nepudepuvecKkue IeHHbIe, MOIMBIIICYHbIC, MaX0-
Bble TUMQOY3JbI, AuaMeTpoM a0 1 cM. B ximHH-
YEeCKOM aHaju3e KPOBH — aHEMHUs, TPOMOOIUTO-
neHus, JeiikoneHus, iuMmdonuro’. Ha mepBom
JTarne MpOBOAWIACH TU(QepeHInanbHas THarHoc-
THKa MEXIy BHYTPHUYTPOOHBIMH WHQEKIUAMU U
BPOKICHHBIME 3a00JICBAaHMSIMH CHUCTEMBI KPOBH
(;eiiko3). C 1menplo YTOYHEHMsSI JUarHo3a u KOppek-
MU JalibHeHIero jedeHus, ObUT CO3BaH KOHCH-
JUYM, TIO pe3ysbTaTaM KOTOpOTro Oblla COTJIaco-
BaHa TEpaIus U Ha3HAY€HB! A AOMOTHUTEIBHBIX
nabopaTopHBIX HccaenoBanuii. B Bospacte 11 mueit
pebeHKYy C JMarHoCTUYEeCKOW IIeNbl0  ObLIa
MIpOBEJIeHa MyHKITHSI KOCTHOT'O MO3Ta.

B craunonape pe6EHOK ObLT 00cIe10BaH:

- B JMHAMHKE MPOTPECCUPOBAIN TPU3HAKH
aHeMun (YpOBEHb TEMOIVIOOMHA CHIDKAJICS 10
KpUTHYeCKUX 3HadeHu# (60-64 r/i), uto TpedoBaino
HEOJIHOKPATHOTO NepeInuBaHus IPEnapaToB KPOBY;

- B JAWHAMUKE HapacTaja TPOMOOIMTONECHHS
(mo 23-25x10°/m), uto TPeGOBANTO NPAKTHYECKH
eXXeIHEeBHOU TpaHc(y3ur TpOMOOMACCHI;

- COXpaHSINCH JIEWKOTIEHUS (2,4—3,9X109/n),
mumdonnTos (82-93 %);

- pebeHok ObUT O0OCIEeNOBaH Ha BHYTPHUYTPOO-
Hble WHQEKIUHU: IIUTOMETaIOBUPYC, TOKCOILIA3MO3,
repriec — JIHK BupycoB He oOHapyKeHBI, ypearn-
nasMa, rapaaeperia — Ilg M, G — orpuniarensHo. Y
Matepu Ig G, Ig M — xsamMmuano3a MOoJI0KUTEIbHBI,
y peOCHKa BBISBICHBI MAaTEPHHCKHE aHTHTENa K
XJIaMUIMO3Y U Teprecy 6 Tuma;

- OTMEYaJINCh HapYyLIEHUs B CUCTEME CBEPTHIBA-
HUS KpOBH — B KoaryjorpamMmme — TpHU3HAKA
runokoaryisimuy, yamuaeane BCK mo 8-9 wmmmyT,
KIIMHUYECKHE TIPOSIBICHUS TPOMOO-reMopparmuyec-
KOTO CHHIpOMa (KpPOBOTOYMBOCTH BUJIMMBIX CIIU3HC-
TBIX, MECT MyHKIIWI), TPOBOIIIIACE HEOIHOKpATHAs
TpaHc(y3Hs CBeXKE3aMOPOXKEHHOM TIIa3Mbl;

- YpoBeHb OwimpyOWHa NpH TNOCTYILUICHUU
188,6 MKMOIB/I, 3a cYeT HEempsMO#l (pakuuu, B
TUHAMUKE YPOBEHBb OMIIMPYOWHA CHIDKANCS, Mpobda
KyMmbGca otpuriarenbHasi, ”HTCHCUBHOCTD KEITYXU
YMEHBIIWIACh. JTO MMO3BOJIMIO CAENATh BHIBOJ, YTO
TSOKECTh COCTOSIHMS peOeHKa He CBs3aHa C Tede-
HUEM TeMOJHUTHYECKOW OOJIe3HH HOBOPOXKIEHHBIX
o cucteme ABO;

- no gaHHeIM Y3M — remartocruieHOMeErasus,
SIBJICHUSI aCIUTa, KOJIWYECTBO >KUAKOCTH B Oprom-
HOH TOJIOCTH B JUHAMHUKE HAPacTalIo.

- Ha PEHTTeHOrpaMM€ OpraHoB I'PyAHOH
KJIETKH — 04aroBo-MHWIbTPATUBHbIE U3MEHEHUS B
JIETKUX HE BBIABJICHBL. THMOMeranusi 2 CTEICHH; B
JUHAMHUKE 0TMEYanoch NPOrpecCUPOBaHUE ABYCTO-
pPOHHEHN MOJTUCErMEHTapHON THEBMOHUH.

- TpHU HCCIEAOBAaHUH HMMYHOJIOTHYECKOTO
CTaTyca — JAaHHBIX B TOJIb3Y IEPBHYHOIO UMMYHO-
JeguIuTa He BBIBIICHO.

PesynbraTel MUEIOrpaMMBI U JIEUKOTpaMMBbl —
JAHHBIX B MOJIB3y OCTPOTO JieiiKko3a MO MpeAcTaB-
JICHHBIM TIpenapaTaM BbIsBICHO He Obuto. Ha done
HU3KON KJIETOYHOCTH THCTOJIOTHYECKOTO IMpernapa-
Ta OTMEYaeTcs MOBBIIIEHUE COACPKaHMsI OJacTHBIX
kieTok (10,4%), cy>keHne MUEIOUHOTO U SPUTPO-
LIUTAPHOTO POCTKOB C U3MEHEHHEM HMHAEKCOB CO3-
peBaHUs 3a CUET CHIKEHHOTO COJEPXaHMS 3PEIIbIX
¢opm. BbIsIBICHBI €OMHWYHBIE KJIETKHM THIA THC-
tronuToB (3%). PexoMeHIOBaH KOHTPOIH TEMO-
rpaMMBbl ¥ JIEMKOTpaMMbl B TWHAMHKE, TOBTOPHOE
ucciefoBaiue Muenorpammsl yepe3 10-14 nneit.
[IpoBogunace guddepeHunansHas IUArHOCTHKA
MEXIY BPOKICHHBIM JIEHIKO30M M HEPBUYHBIM
reMoQarouuTapHbIM JTUM(OTUCTHOLHUTO30M.

B cBsi31 ¢ 3TUM BTOpUYHO OBbLT CO3BaH KOHCH-
JUyM B cOCTaBe: OOJAacTHOTO remarojiora, Bpada-
TeHETHKa, 3aBeytonlero kadgeapon aeTckux Oomes-
HeH, COTPYOHHKOB KadeIpbl MpPONEIeBTUKU
nenuaTpu. AHaIM3UpYys BCE IPEIOCTABICHHBIE
MaTepuanbl, OB ClIelaH BBIBOJ 00 OTCYTCTBHUHU
yOeaUTEeNbHBIX AaHHBIX B MOJB3y BHYTPUYTPOOHOI
WHPEKIUN y peOCHKa ¥ O HAJTMYUH 3a00JICBaHUS U3
IpyNIbl OHKOI'€HETHMYECKMX  I'€MaTOJIOTMYECKUX
CHUH/IPOMOB C AayTOCOMHO-PEIECCUBHBIM THIIOM
HacnenoBanus. JuddepeHunanbHy0 IHarHOCTHKY
HEOOXOJMMO MPOBOIUTH MEXIY BPOKIEHHBIM
JeKko30M M reMo(aronuTapHeIM JTUM(OTUCTHO-
nuto3oM. Hanmmune nHpEKIMH y MaTepud BO BpeMs
OepeMEHHOCTH MOTJIO OBITh TPUTTEPOM B MaHHU(pec-
Tallid OCHOBHOTO 3a0o0JieBaHMsl HAa (OHE Hapylle-
HUsSI aKTHBHOCTH (pepMeHTOB (osiaTHO-METHOHH-
HOBOro uukina. lIpoBereHa KOppeKUUsl TEparuu.
PexoMeHZIOBaHO TPOBENEHUE IOTIOJHHUTEIBHOTO
o0cie1oBaHMs.

[Mony4yenusie 1abOpaTOpPHbIC JaHHBIC BBISIBHIIH
HOBBIILICHHOE coJeprKaHue TPUIJIULIEPUIIOB
(1,65 mmonw/n mpu Hopme 0,35-1,13 mmoib/in),
NOBBIIICHHE YpOBHS (eppuTuHa Oojee, 4eM B
10 pa3 (mo 4166 ur/mun, mpu HopMme 10 400 Hr/MI).

B maskax w3 mepudeprueckoit KpoBU OBLIH
BBIABIICHBI OnacTHble KieTku: 13- 46% OmacTHBIX
KJIETOK, B JUHaAMHKe OT 3 110 4 %.

HecMoTpst Ha IpOBOAKMMYIO TEpaNHIO, COCTOS-
Hue pebeHka yxyamuiocs. B Bozpacre 18 gueit Ha
(hoHe BBIpa)KEHHBIX MPOSBICHUN TPOMOO-reMoppa-
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TMYECKOTO CHHIPOMA  IOSBWINCH KJIMHHYECKHE
MPOSIBJICHUS TEMOPParnvyeckoro IokKa ¢ TpU3Ha-
KaM{ BHYTpPUOPIOIIHOTO KpoBOTe4deHus. JlmarHoc-
TUPOBAaH CIIOHTAaHHBIA pa3pblB cene3eHkd. [lo
a0COMIOTHBIM TIOKa3aHHsAM peOeHKy Obuia mpoBe-
JeHa CIUIeHdKToMMs. B mocneomnepannoHHOM
MEepUOJE COCTOSIHWE peOEHKa OCTaBajoCh KpaiiHe
TSDKEJIBIM, BEIYLIMMU OBUIM IIPOSIBIECHUS OCTPOM
[TOYEYHON HEIOCTaTOYHOCTH (ITOBBILICHHE YPOBHS
MOYEBHMHBI 10 16,7 MMONB/T, KpeaTWHWUHA IO
0,200 mmome/n, poteurypust 0,73 1/71, BRIpaKSHHBIC
nepudepudeckue oreku). OmHaKO oOTMeYanach
MOJIOXKUTENbHAs IWHAMUKA B JAHHBIX J1abopaTop-
HBIX METOAOB  HCCIENOBAHHSA:  CTaOMIM3aLMs
ypoBHs remorioouna (116-118 1/m); ymyumieHue
MOKa3aTeNie  CBEPTHIBAIOIIEH CHCTEMBI KpPOBH
(mopmammzamus BCK, ynydmenwne moka3aHuii B
KoaryJsiorpamMmme (TIpOTPOMOMHOBEIM HHIIEKC YBEIH-
guiics 10 58%, ¢ubpun twiasmer 1,77-1,88 1/m);
MTOBBICWJICS YPOBEHb TpoMOOIMTOB a0 98x10 9/,
BHE TpaHCHY3UH TPOMOOMACCHI; MOBBICHICS YpO-
BeHb JICHKOIUTOB 8,6x10°/1, M3MeHMIACH JIEHKO-
uuTapHas Qopmyna Kpou (HOpMoOmacTtel 5%,
cermeHtosniepapie  41%,  mumdoruter  49%,
MOHOTIUTHI 5%).

Ha 2 cytku mocne omnepanuu ImpoBeIeH KOH-
CHJIMYM B COCTaBe COTPYIHHMKOB Kadeap mnegua-
TPUH, MEIUIMHCKOM T€HETHKH, IPOIENEBTHKH
neguatpun  No2, netckoi xupyprun XHMY,
reMaToJIoroB W NeAWaTpoB. AHalu3 aHaMHECTH-
YECKHX [aHHbBIX, Ppe3yJbTaTOB OHOXMMUYECKUX
MoKa3aTesiel, LUTOJOTHYECKUX, TEeHETHYECKHUX
WCCIIEIOBAHUN TI03BOJIMI TIOCTaBUTh IPEBApH-
TeNbHBIN nuarnos: ['emodaronurapusiii muMdoruc-
THOIIUTO3 CeMerHoro Ttuma. [ OKOHYATEIBLHOMN
Bepu(UKAIMN JUArHo3a PEKOMEHIOBAHO THUCTOJIO-
TMYECKOE HCCIIEIOBAHUE CEJIC3CHKH, IUTOJIOTH-
YeKOoe HCCIEeJ0BaHUE KOCTHOIO MO3ra, HMMYHOLH-
TOJIOTHYECKOE  HCCIIeIOBaHUE IepuepruvecKon
KpOBH, IpPOBEJIEHUE MOJIEKYJISIPHO-T€HETUIECKOTO
oOcieoBanus (IO COTJIACOBAHUIO C POJTUTEISMH).
OT mpoBeleHHS  MOJEKYJISIPHO-TEHETHUECKOTO
aHaJn3a POAUTEIHN OTKA3aIHCh.

Pe3ynpTaT THCTONOTMYEKOTO HCCICAOBAHUS
TKAaHU CEJIE3€HKU — W3MEHEHHS XapaKTEpHbI UL
reMoQarouTapHoOTro TUM(OTHCTHONTO3A.

B cB3M ¢ OKOHYATENbHOW BepU]UKaLUEH
IMarHo3a, C LEeJbI0 IMPOBEIEHUs CHelu(UIecKoi
Tepanuu peOeHOK OBbIT KOHCYJIBTHPOBAH Te€MaTo-
JIOroM, Ha3HaueHbl IMMYHOTJIOOYJIMH B CyMMAapHOI
no3e 2 T/Kr, JneKkcaMeTa3oH B mo3e 1,2 wmr/cyr,
BBEJICHUE IIMKJIOCIIOPHHA A OTCPOYEHO 10 HOpMa-
Au3auuy QpyHKIUH TOYEK.

B 3TOT nmepuo KOHCYIbTHPOBAaH HEBPOJIOIOM,
BBICTaBJICH IHArHo3: ['umokcuuecku — meraboiu-
yeckoe mnopaxkenue L[HC BcrenctBue BHYTpUYT-
pOOHOH THUNOKCHM, TPYNIOBOH WMMYHH3alHH,

mmMporucTronnTo3a. KoHCymbTHpOBaH KapAHOOT-
OM — y pebeHKa MMEeT MECTO BTOPHUYHAs Kapiuo-
MHUONATHsI, PYHKIIMOHUPYIOIIEE OBATLHOE OKHO.

[Ipu noobcnenoBanmm:

- TOMOIIUCTEUH KPOBH —
(HopmMma 10 5);

- kapuotun — 46, XY, G-, C-okpacka, 1%
XPOMOCOMHON HECTAaOMIIEHOCTH;

- MCCIICIOBAHbI TIOMMOP(hHBIC BapHaHTHl TCHOB
(hepmeHTOB (pONTATHO-METHOHMHOBOTO IIHKJIA U ac-
COIIMUPOBAHHBIC ¢ TPOMOODMIMIECKUMH COCTOSTHH-
sMu. YcranoeneH reHotun: ren MTHFR 677 T/T
(maronoruyeckas romo3urora), reH MTRR 66 A/G
(rereposurora), reH MTR 2756 G/G (maTonmorudec-
Kag romosurota); reusl F7 u PAl — B rerepo-
3UTOTHOM COCTOSIHHH.

PeGeHOK TIOBTOpPHO KOHCYJIBTHPOBAaH TEeHETH-
KOM. YUUTHIBas KaJo0bl, aHAMHE3, JUHAMUKY Pa3BH-
THSL 3a00JIeBaHMsI, OCOOCHHOCTH (DCHOTHIIA, NAHHBIC
KJIMHUKO-TEHEAIOTMIECKOT0 aHam3a (aHaJIOTUYHOE
3a00JIcBaHNE y TIEPBOTO peOCHKA), TaHHBIE COMATH-
YECKOT0, TeMaTOJIOTMYECKOro, HEBPOJIOTHYECKOTO
CTaTyCOB, JTOTIOJHUTEIBHBIX METOJIOB HCCIEIOBa-
HUS y peOEHKa HMMeeT MeCTO 3a0oJlieBaHHE W3
TPyIIBl OHKOTEHETHIECKIX CHHAPOMOB — remModa-
TOLUTAPHBIA  JTUM(POTUCTUOIIMTO3 C ayTOCOMHO-
PEIeCCUBHBIM THIIOM HACIIEJIOBaHUS B COYCTAHUU C
KOMOWHUPOBAHHOMH TOMOITUCTHHY pHeH (ren
MTHFR 677 T/T, reu MTR 2756 G/G). I'unep-
romouuctenHemus. [Tomumopgpusm rera MTRR 66
A/G (amens pucka). [lommmopdusM reHOB acCOIH-
POBAaHHBIX C TPOMOODWIMIECKUMU COCTOSHHUSIMU
F7353 R/Q (ammens pucka) u PAI 675 (5G/AG).
Bropuunast MuUTOXOHIpHATbHAS JUCHYHKITHSL.

B Tepammio pexoMeHmOBaHO NOO0aBUTH BHTAa-
MuH B6, arpantap, KOHTPOJIb T€MOTPAMMEI, KOary-
JIOTpaMMBI ¥ YPOBHS TOMOIIFICTENHA KPOBH 4epe3 2
HE/IeTH.

Ha ¢one mpoBogumoil Tepanmuu B ITUHAMUKE
MOKa3aTelId MOYCBUHBI U KPEaTUHUHA OTHOCUTEIb-
HO HOPMAaJTH30BAIMCh, HOPMAJU30BAIICA TUYpe3,
YMEHBIIWIHCh Tepudeprueckie otekn. OmHako
HUMEJI0 MECTO MPOTPECCHPOBAHME MEUCHOUHON He-
JOCTAaTOYHOCTU: TMoKa3zarenu ANAT u AcAT mpor-
pPEeCCUBHO HapacTaJii M cocTaBisuii 3,29 wu
3,43 MKMOJIE/MI*Y COOTBETCTBEHHO. TakKe OTMeua-
nace runoanbOymunemus 14,16 1/m, B cBA3U C 4eM
MIPOM3BOIMIIACH TPAaHCHY3US PACTBOpa AITLOYMUHA
nmoHopckoro 10%. Hapacranu siBieHus aciura, 1o
JMaHHBIM Y3 KOIMYECTBO KHIKOCTH B OPIOIIHOMN
nosnoctu coctaBmsuio 100-150 M, B Bo3pacte 1
Mecsana 2 pAHed peOeHKy TpoBeneHA ITyHKIIHS
OpIONIHOW TOJIOCTH, OCTAaBJICH JApeHaX (I[UTOJIO-
THYEKOe WCCIEAOBaHUE >KUIKOCTH W3 OpIONIHOMN
MOJIOCTH — CEPO3HBIH dKkccynaT). CToiko coxpa-
HAJIach KapAHOpPeCHUpaTOpHas HEI0CTaTOYHOCTH,
MOCTOSIHHO ~ TpeOyromass WHQPY3UH TPECCOPHBIX

21,2  MKMOIB/I
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aMUHOB (modaMuH, moOyTaMWHA), JO3UPOBKH KO-
TOPBIX MOCTOSIHHO KOPPEKTHpOBaiIHCh. B mepude-
PHYECKON KpOBH OTMEUaJloCh HapacTaHWE aHEeMUH —
CHIKCHHE YpOBHI remMoriobmna po 601/,
HapacTaHHe TpomGomuronennn o 30x10° /i,
yXyIIIeHHe TI0Ka3zaTelell KoaryJorpamMMbl, YTO
COTIPOBOXK/IATIOCH BBIPRXKEHHBIM T'€MOPPAru4ecKuM
curaapomoM. [IpoBoamnacek TpaHcy3us IpUTPOLHU-
TapHOW MaccChl, TPOMOOMACCHI, CBEKE3aMOPO-
JKEHHOW TITIa3Mbl, KPHUOIPEIHIUTaTa. Y POBEHBb
JIEHKOITUTOB KOJIeOacs B mpeaesax 3,2-5,5%10° /n
(cermenTosnepHBIX-18%, MUMGOLUTEI B mpenenax
46-88%, MOHOIIUTHI B mipeaenax 3-10%).

[IpoBonMas Tepanus: MHPY3HMOHHAS Teparus
pacTBOpaM# KpUCTALIOUIO0B (TIoK03a 5%, (hu3uo-
JOTMYEeCKUH PacTBOp ¢ J00aBICHHEM pacTBOpa
constHOKHcIoro Kanus 5%), TpaHcpy3us OTMBITBIX
JPUTPOILIUTOB, TPOMOOMACCHI, CBEKE3AMOPOKECHHOM
I1a3Mbl, pactBopa anpbymuua 10%, kpuomperm-
IUTaTa 10 MOKA3aHUsIM, aHTHOMOTUKOTETAIHS (KBa-
poried, poBaMUINH, CyMaMe]l, MEpOHEM, BAHKOMH-
LIMH), KapJUOTOHUYECKUE Tpenaparsl (100yTaMuH,
nohamuH), TpOTUBOBHpYCHas Tepamus (nadepo-
OmoH), MerabonWyeckue mpernaparsl (PUOOKCHUH,
BuUTaMHH B6, arBaHTap), reMoCTaTHKH (BHUKAcoOI,
3TaM3WjaT, TYTMHA), C IEJbI0 KOPPEKUHUH THIIO-
KanmplieMun  (TJIFOKOHAT — KajiblHs), MPOTHBO-
rpubkoBas Tepanus ((hIyKOHA30J1), WHTHOUTOPHI
(epmMeHTOB mpoTeoan3a (KOHTPUBEH), >KETUeroH-
HBIC TIpermapaThl (MarHe3uu CyiabQar), TernaTonpo-
TEKTOpPBI (TJIyTapTHH), C MEIbI0 ICHTPATBHOMN
aHaIbre3uu (MPOMEIOIN), Kallid B HOC — aKBaMapuc,
cneuuduyeckas — Tepanmuss ~— WMMYHOTJIOOYJIHH,
JIeKCaMeTa30H.

Hecmotpst Ha TPOBOANMYIO TEpaNHioO, COCTOS-
HUe pebeHKa MPOTPECCHUBHO YXYINAIOCH 33 CUET

HapacTaHUs  TOJHOPTAaHHOH  HEJOCTATOYHOCTH
(medeHOYHON, KapaupecHpaTOPHON, IOYCTHOMH,
nepeOpaibpHOi).

B Bospacte 1 Mecsma 4 gHEW COCTOSHHE
peOeHKa C pe3KO OTPULATEIbHOM ITUHAMUKOHW 3a
CUET TPOSIBIICHUSI TeMOPPArHuCKOr0 CHHApPOMA, HE
KyIHpyeMoro Ha (OHE FeMOCTATHYECKON TeparuH,
TpaHC(Y3HUU CBEKE3aMOPOXKEHHOH IJIa3Mbl, TPOM-
Oomaccel, Kpuomnpenunurara. B cBs3u ¢ HapacTa-
HHEM KapAHOpECIUPAaTOPHON HEJOCTATOYHOCTH,
pebenok Obutl mepeBeneH Ha MBJI ¢ kectkumu
napaMeTpaMy, YBEIWYECHbl [JO3bl IPECCOPHBIX
aMHHOB JI0 MakCHManbHBIX THdp. Hecmorpst Ha
MPOBOJMMYIO MHTCHCHUBHYIO TEpamuio, B BO3pPAacTe
1 Mecsan 5 nHell HacTymwia ocTaHOBKa 3Qdex-
THUBHOT'O KPOBOOOpAICHUS, IPOBOJUMBIE pEaHUMa-
LUOHHBIE MEPONPUATHS dPPeKTa He Aajdu, KOHCTa-
THUPOBaHa OMOJIOrHYECcKas CMEPTh PeOCHKA.

3aKII0YUTENIbHBIN TUarHo3:

OcnoBHOl — ['emodarounTapHsiii mumdoruc-
THOLIUTO3 ceMeliHoro tuna. C96.7.

KoMmOuHupoBaHHAasT TOMONMCTHHYPHS. (TeH
MTHFR 677 T/T, ren MTR 2756 G/G). 'unepro-
mouuctenHemus. [lomumopdusm rena MTRR 66
A/G (ammenp pucka). IlomuMopdusM TreHOB acco-
[UUPOBAHHBIX C TPOMOO(PUIMYECKUMH COCTOSHU-
svmu F7 353 R/Q (anmmens pucka) u PAIL 675
(5G/4G), Bropu4yHas MUTOXOHIpHANbHAS AUCHYHK-
sl

Ocnoxnenuss — CHOHTaHHBINA pa3phIB ceie-
3eHKH. COCTOSHUE TOCIIe ONEpaluyd — CIUIEHIKTO-
muu. CHHIPOM TONHOPTaHHONH HEI0CTATOYHOCTH
(neuénounas, /IBCC, xoarynonaTusi moTpedyieHus,
KapIuopecnupaTopHasi, oyeyHas, epedpanbHas).
l'umokcnyecku-mMerabonmmueckoe mopaxkenue [[HC
BCJIEJICTBUE BHYTPUYTPOOHOH THIOKCHUH, TpyII-
NOBOM MMMYHHU3aIMH, TUM(POTHCTHOLUTO3a, CUH/-
POMBI HapYIICHUS] MBIIIEYHOTO TOHYCA, YyTHETCHHUS,
BUCIEPATHHBIX TUCPYHKIIAH.

ComyTcTByrommii — J[ByCTOpOHHSSI TOJIHCET-
MeHTapHas mHeBMOHHA. [IDOK (DOO). Bropuunas
KapauoMuonarusi. Tumomeranusi BTOpOil CTENEHH.
Cunnpom crymeHus >kemyd. BonsgHka mpaBoro
SIMYKA.

AHaMHe3 XU3HU: peOCHOK POIUIICS OT BTOPOH
OCpEeMEHHOCTH, KOTOpas HacTymuja Oe3 IPEeKOH-
LENIMOHHON TIOATOTOBKH, Ha (JOHE cTpecca, uepes
3 Mecsma nocne cMepTH 1 pederka (oCTphIi JIeiHKo3),
MpoTeKana Ha (JoHe ypearuia3mMo3a, rapJHepeiesa,
MEPUONYECKIX TEpPIEeTHYeCKNX BBICHITAHUN Ha
rybax y maTtepu. Y Bpadya reHeTHKa He HaOJro-
JTaIIach.

Poxpl BTOpBIE, (QU3MOIOTHYECKHE, B CpPOKE
recraiuy 37 Henelb, PeOCHOK POIUIICS C Maccoi
tema 2940,0 T, orleHko# 1o mkane Anrap 8-9 6ar.
CocrosHEE TIOCTIE POXKACHHUSA OBIIIO PACIEHEHO Kak
YAOBJIETBOPUTEIBHOE, OJHAKO OTMEYaIHCh 3KXH-
MO3bl Ha KOX€ MpeAIUieyui, KUCTEH, TOJCHEH,
CTOTI, TeMaToCIUICHOMeTanus (TedeHp + 2,5 ¢,
ceneséuka +1,0cm). B XPIIL[ peOG&Hok ObLT
oOcnenoBaH : KJI. aH. kpoBu ot 14.11.13. — netik
12,5%10%9/m, »9p. 5,4 *10*12/n, HB 189 1/m,
H154%, tpom6. 359 * 10*9/n, man — 2%, cerm —
24%, mam¢p — 24%, mon — 24%, BCK, rirokosa
kpoBu, C-peakTUBHBIH Oenok, oOmMii OenoK,
YpOBEHb allbOYMHHA, MOYEBOW KHCJIOTBI, XOJec-
TEepUHA, aMWJIa3bl, JAKTaTAErHAporeHasa, IIeNIod-
Hast ¢ocdaTaza, KpeaTHHKWHA3a, YPOBCHb MarHHs,
KallbIIis, MOUYEBHHBI, kpearnHnHa, ANAT, AcAT,
KoaryJiorpamma — B Tpefieflax BO3pacTHON HOPMBEI,
npsiMasi U Henpsmas npoder KymGca — otpuna-
TeNbHBIe, 00NN OWIHPYOUH MYIMOBUHHOW KPOBHU
cocraBmin 51,8 MKMOnb/I, Hadara QoToTepanms,
yepe3 4 yaca mo4acoBoil mpupocT — 7,0 MKMOJIIB/I,
mo gaHHeIM Y3U — OAIl, ®OO (B muHamMuKe
maddepennupoBats ¢ BropudasM JIMIIII), mepu-
BEHTPUKYJISIPHBIE YIUIOTHEHHS, yBeJIUYECHHE
Ppa3sMepoB CENIe3EHKU. Y UUThIBAs T€MOPPAaruieCcKuil
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CHUHJIPOM, yMEPEHHBIN TIenaToIueHaIbHbI CHH]I-
pOM, JaHHBIE ceMeiHOro aHamHe3a (TepBblii pede-
HOK ymep B 1 roxg 8 gHeil oT ocTporo Jjeiikosa),
JIAHHBIEC TOMOJIHUTENIBHBIX METOAOB UCCIEAOBAHMS,
NPOBEACH KOHCWJIMYM: Ha MOMEHT OCMOTpa
yOEIUTENBHBIX KIMHUKO-Ta00paTOPHBIX JaHHBIX B
TIOJIb3Y BPOKAEHHBIX 3a00JIeBaHNU CHCTEMBI KPOBH
Het. [loka3aTtenu KoaryyiorpaMMbl COOTBETCTBYIOT
I-M cyTkam Xu3HU. B jaMHAMMKE KENTyLIHBINA
CHUHIPOM yMEHBIIWICA. YPOBEHb OWIHpyOMHA
causmwicsa. bummpyOuH depe3 18 9acoB XKH3HH —
91,2 Mkmone/n — mpupocta Her, 16.11.13. —
158,6 Mrmomw/m, 18.11.13. — 167 MKMOIB/I,
20.11.13 — 135 wmxmonbs/n. OOcnemoBaHue B
muHamuke (18.11.13): netik 5,7*10*9/n, sputp —
4,8%10*9/n, Hb 179 v/n, H* -48%, Tpomb6. -180%*
10*9/n, man.- 1%, cerm. -16%, 303.- 6%, 6a3. -1%,
aumd. — 52%, moH. — 24%, BCK, rimoko3a KpoBHu —
B Ipejenax Bo3pacTHOM HopMbl. KOHCYyIbTHpOBaH
HEBPOJIOT'OM, 0 TaTBMOJIOTOM, TECHETUKOM,
reMaToJIOrOM.

YuuteiBas THIEPrOMOLKCTEMHEMHUIO Yy PO-
JIUTENeH, MaMe JaHbl PEKOMEHAAITIH:

- mynbTuTabc B-kommuiekc mo 1 Tabnetke B
neHsb (1 Mecs);

- O6eramH mo 1 kamncyne 3 pasa B nenb (1 mecs);

- HaOmoieHne pedbénka B XMCMI'LI-LIP(O)3.

[lomyuan Tepamuio: KaHaBUT, (OTOTEpAIHs.
Brimucan goMoit Ha 6-€ CYTKH JKU3HH B yIOBICT-
BOPUTEIBHOM COCTOSIHUM C Auartozom: ['emonnu-
THYecKas OOJIe3Hb HOBOPOXKIECHHBIX 10 ABO-
cucTeMe, OKeNTylHas (opMma, cpeaHeTsKEnoe
TE4EHUE.

KnuHuko-reneanornyeckuii  aHaian3 BbISIBUJI
OTSTOLICHHOCTh POJOCIOBHON CEpAEUYHO-COCYAMC-
TOW M OHKOJIOTMYECKOM TATOJIOTMEN, paHHEeu
JETCKOH CMEPTHOCTBIO.

IlepBast OepeMEHHOCTh 3aKOHYMIACH POXK-
J€HUEM JOHOIIEHHOTo peOeHKa, KOTOpBI yMmep B
Bozpacte 1 Mecsan 8 mgHEH, MaTOJIO0TOAaHATOMH-
YECKUU JUArHO3: «BPOKICHHBIN JTEHKO3».

[Tocne cmeptu pedeHka cynpyru oOpaTHIIHCH
B XMCMI'LI-IIP(0O)3 nns mpoBeAeHUs MPEKOHIE-
LIMOHHOU MOATOTOBKHU B CBSI3U CO CMEPTHIO IIEPBOTO
peb€HKa, y KOTOPOTO YCTAaHOBIIEH AWArfo3: Bpoxk-
NEHHBIN JIeliko3 MuenobnactHoro Tuna, Auddy3Has
JelikeMuuecKkasi HHOUIbTpaus. [ eMopparnueckuii
CHUHIPOM (OYaroBbIe IMEPHBACKYJSPHBIE JIENTOMe-
HUHTCAIbHBIE  KPOBOW3IHUSIHUS, TOHKOIUIACTHH-
4aTOE KPOBOU3IUSHUE B 3a]IHEH YEPEIHOH sIMKE, 10
KJIMHUYECKUM JaHHbIM KpPOBOTOYMBOCTb  CJIH-
3UCTHIX 000JIOYEK).

Cembst B3siTa Ha yudeT B lleHTpe, HazHaueHO
oOcieoBanre ¢ MOCeNyIoIeld KOHCYIbTallued |
MPOBEACHUEM NPEKOHLEIIINOHHON TOATOTOBKH.

AnamHe3 ceMbpu: | 6epeMeHHOCTh HacTymHia
0e3 MPEeKOHLENIMOHHON MOATOTOBKH, CO CIIOB, Ha

OmarompuaTHoM (QoOHe, TpoTekada 0e3 ocyo-
JKHEHUH, OJHAaKO, y OepeMeHHO Owuia ypore-
HeTanbHas uHpeKkuus. Poapl ¢usnonornueckue B
cpoke rectaiun 39-40 wHenmens. Macca nipu
poxneann 3280 r., poct 50 cm. B mepuone
HOBOPOKACHHOCTH OECIIOKOMJI METeopH3M. 3a
1 mecsy HaOpama B Bece 1200 rp. B Bo3pacte
1 Mecsam 5 mgHe#t y pebeHKa TOBBICHIIACH TEMIIC-
parypa Tena a0 (GeOpmiIbHBIX (P, YIaCTKOBBIM
MeIMaTpoM Ha3HAYEHO JIeYeHHe, oJHaKo 3ddexTa
He ObuT0. YprentHo rocrmranuzupoBana B OJIKb
Nel B peanumanmonHoe otaeneHue. [Ipu mpose-
neanu Y3U BHYTpeHHHX OpraHoB BBISBJIICHA rera-
TOCIJICHOMET AN, aclUT — TPOBEACH Jamapo-
nente3. Ha 2 cyTku pa3Buiioch BHyTpeHHee KpPOBO-
TeueHne. Pe6EHoK ymep Ha 3 cyTku npeObIBaHUS B
crauuoHape B Bo3pacre 1 mecsua 8 nueit. Jluaruos:
Bpoxnéunapiii  eiiko3 MHeI00JacTHOTO  THIIA,
muddysHas Jneiikemudeckas HHOMIbTpanus. [e-
MOpparu4eckuii CHHAPOM (O4aroBble TepUBac-
KyJISIpHBIE JIEITOMEHHHT€AIbHBIE KPOBOM3IUSHUS,
TOHKOIJIACTUHYATOE KPOBOMNUSHUE B 3aJHEH
YepenHol sIMKe, MO0 KIMHAYEeCKUM JaHHBIM
KPOBOTOUYUBOCTB CIIM3UCTHIX 000JIOUEK).

B ¢denorumne cynpyros oOpamaiyn BHUMaHHE
nposiBIIeHUS MUKpoaHruonatuu. Hasnadeno obce-
JIOBaHHE.

Pe3ynbTaTh
CYIIpYTH:

- WcclenoBaHUE NONMMMOPPHU3MOB B TeHaX
CHUCTEMBI (HOJTATHOTO MHUKJIA — OOHAPYIKEH TCHOTHIT;
rei MTHFR 677 T/T (nmatomoruueckasi TOMO3U-
rora), rei MTR 2756 G/G (marosoruyeckas
TOMO3HTOTa);

- kapumotun — 46, XX, G-, C-okpacka, 1%
XPOMOCOMHOM HECTAOMILHOCTH;

- TCX aMUHOKUCIOT KpOBU — YMEPEHHOE
TIOBBIIIICHNE YPOBHA aIaHWHA, CEPHHA, TIUINHA;

- TCX yrieBoJoB KpOBH — HOPMA;

- OuoXUMHUYECKMH TpoQuiabr — MIeTOYHAs
thocdaraza 208,4 En/n (Hopma), oOmuii xoiecre-
puH 5,37 Mmounk/n (HopMa), TroKo3a 4,35 MMOJIB/T
(mopma), ACT 18,08 En/n (Hopma), AJIT 11,75 En/n
(Hopma), Tpurmmnepunsl 2,08 Mmonb/m (HOpMa
0,41-1,48), moueBmHa 3,96 wMMonB/1 (HOpPMA),
MoYeBast KUCIIOTa 2,76 MKMOJB/T (HOpMa), KallbIUi
2,53 wmmone/n  (wopma  2,15-2.5), docdop
1,29 mmomnn/nt (HOpMa), KOK 100,26 En/n (HOpMa),
JIAT 275,7 En/n (Hopma mo 248), oOuuit Ounupy-
oun 5,03 mxmone/n (mopma), I'TT 18,02 En/n
(HOpMa), obmmii 6emok 76,25 r/nm (HopMa), anmb0y-
MuH 43,94 /1 (HOpMa);

- romommcTenH kpoBu —1 29,19 MkMomnb/n
(Hopma no 11);

- Ta3oBast Xpomarorpadusi MOYH — BBISIBIIEHBI
WU3MEHEHUSI MeTaOOMTOB: TPHUOKOB M JIPOXKIKEH,
OakTepuii, HEJJOCTATOYHOCTH BUTaMUHOB B2, BS;

MPOBENCHHBIX ~ WCCIIECIOBAHUIN
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- arperauus TpPOMOOLMTOB — YyMEpeHHas
runeparperanys;
- Y3W BHYTpEHHHX OpPraHOB — IIPU3HAKH

JOKBII, maHkpeaTonaThu; KOCBEHHBIE IPU3HAKU
JIyOJICHUTA; MOYKH — YMEPEHHBIM JBYCTOPOHHMIA
TUIPOKAITUKO3, METa00INYCCKUE U3MCHCHHS.

- 0ak. TOCEB W3 BIaralmila — KOPHUHOOAKTe-
puH, canpoUTHBIN cTa(IIIOKOKK;

- uHpekronornyeckoe oocnenosanu (I1L[P) —
BbisiBiieHa JIHK xmaMuauu, rapaHepebl;

- BHPYCOJIOTHYECKOE O0CIIeZJOBaHNWE — TIOBBI-
men tutp Ig G B LIMB.

B cBsi31 ¢ BBISBICHHON MH(EKIMEH MAI[ICHTKE
Ha3HA4YCHO JICUEHHE C TIOCIEAYyIOIIeH MOBTOPHOMN
KOHCYJIbTAaLUEN.

PesynbraTel
cympyra:

- WCCIIeJOBaHHE TMONMMMOpP(HU3MOB B TeHax
CHUCTEMBI (hOJIATHOTO IHKJIA — OOHAPYKEH T€HOTHIT;
red MTHFR 677 C/T (rerepo3orora), reH MTRR
66 G/G (maTonmorndeckas TOMO3HUTOTA);

- kapuorur — 46, XY, G-, C-okpacka, 1% xpo-
MOCOMHOW HECTaOWILHOCTH;

MIPOBCACHHBIX HCCIeIOBaHUMN

- TCX aMUHOKHUCIOT KpOBU — THUIIEpaMu-
HOALUIEMHUS,;

- TCX yrneBomoB KpOBH — HOpPMa;

- OuoxumHuYecknid TpodwWIb — IIETOYHAS

tdocdaraza 168,6 En/nm (mopma), oOmmii Xoec-
TepuH 6,68 mMmoib/n (Hopma 3,57-6,58), rirokosa
4,24 mmons/n (Hopma), ACT 70,34 En/n (Hopma 10
38), AJIT 119,87 En/n (wopma mo 41), Tpurimie-
puabl 3,5 mmone/n (Hopma 0,56-3,01), MoueBHHA
4,37 mmonb/1 (HOpMa), MoueBas Kuciora 6,13
MKMOJIB/TT (HOpMa), KalbIuil 2,78 MMOIb/T (HOpMa
2,15-2,5), dochop 1,43 mmons/n (Hopma), KOK
84,56 En/n (mopma), JIAT 326,01 En/a (Hopma 10
248), obmuii OunupyOouH 5,26 MKMOIB/1 (HOpMa),
I'TT 40,71 Ea/n (HOpMa), obmmit 6emok 90,34 /1
(Hopma 66-87), aneoymun 49,85 r/n (HopMa);

- romonmcTenH kpoBu -1 19,24 mxMomb/n
(mopma no 11);

- Ta3oBas XpoMaTtorpadus MOYH — BBISBICHBI
HW3MEHEHUS! META0OJIMTOB: CHIKEHUSI METa0ONINUTOB
HEHPOTPAaHCMHUTTEPOB, YTHETEHHE MHKPOQIOPHI
JKKT (rpubkoB 1 qpoxoKei), HeA0CTaTOYHOCTH B3;

- arperanus TpOMOOITUTOB — TUTIEparperanus;

- V3U BHYTpPEHHUX OPraHOB — yMEpCHHAs
rermaToMeranns, MOJTHOKPOBHE B CHCTEME HIDKHEH
nosiod BeHbl, npuszHaku JIKBII, xonemucrtura,
MaHKpeaTonaThy, KOCBECHHBIC MPU3HAKKM TaCTPUTA;
MTOYKH — MeTabOIINYeCcKre U3MEHEHUs, ¢IMHUIHbIE
KaJIMKOodKTa3uu, HenoiaHoe ynpoenue YJIK cnpasa;

- SAMPT medHOro OTHEda IO3BOHOYHMKA —
MIPaBOCTOPOHHSISA  3a/IHE-JIaTepajbHast MPOTPY3USL
mucka C5-6. 3agnsis npotpysus nucka C6-7.

Ha ocHoBanuu IpoBeICHHOTO 00CIICIOBAHHUS Y
CYNpYTd YCTaHOBJCH JIMarHo3: PernpoayKkTuBHBIC

MOTepU B aHaMHe3e (CITydail MiTaieHIecKoi CMepTH
0T ocTporo Jieiiko3a). KoMOnHupoBaHHASI TOMOIIHIC-
tunypust (rek MTHFR 677 T/T, ren MTR 2756
G/G). TI'mnepromonmcrennemus. Ilcopuas. Ypore-
HUTaIbHAS HHPEKIIU.

VY cynpyra — HEZOCTaTOYHOCTh METHOHUHCHH-
tazel penykrasel (reH MTRR 66 G/G). Ilomm-
mopdusm rera MTHFR 677 C/T (ammens pucka).
l'unepromonncTenHeMus. Y poreHuTanbHas nHpek-
LS.

PexomennoBaHo:

- Kko(pakTopHasg aueroTepanus (HMCKIIOYUTH
MSICHbIE OYJBbOHBI, TOBSIHHY, SUYHBIA O€JOK;
OTPaHUYHUTh TBOPOT M I'PEUKy; 00OTralIeHue panno-
Ha TPOAYKTAMH C BBICOKHM COJICp)KaHHUEM BHTa-
muHOB B6, B12, onueBoii KUCIOTHI);

- Butamud B6 mo 50 mr B meHp (1 mecsn,
YTPOM TIOCIIC €1IBI);

- pubodnasun no 30 mr B geHb (1 Mecsn);

- cynpyry OerauH 1o 1 kanc. B geHb (1 mMecsi);

- KOHTPOJIb TOMOLIMCTENHA KPOBHY;

- KOHCYJIbTanusl HHQEKIUOHUCTA;

- KOHTpOJIbHOE OoOClIeoBaHME Ha ypearas-
MO3;

- IPEJOCTABUTH MHUIIEBOM THEBHUK CYIPYTOB;

- MOBTOpHAsI KOHCYJIbTanus uepe3 | mecsi.

OpHako cympyrn Ha TpHeM HE MPULLIH,
oOcieoBaHKE 10 IPOrpaMMe NPEKOHUEIINOHHON
MOJITOTOBKM HE TMPONIIM M Yepe3 3 Mecsia Hac-
Tynuia BTOpas OepeMeHHOCTh (0e3 MpeKOoHLeN-
IIMIOHHOH IOJTrOTOBKH), JKEHIIMHA Y Bpada-reHe-
THKa He HaOmonanack. PebeHok ymep B Bo3pacte 1
Mecsna 5 THEeu.

[MoBTOpHO cynpyru obpatmimcs B XMCMI'LI-
IIP(O)3 mocie cmepTH BTOPOTO peOCHKA IS
NPOBEJICHUS TIPEKOHIIETIIIMOHHON TIOJATOTOBKH.

Cynpyra mnpenpaBisieT XajloObl Ha IIEpHO-
IUYeCKUe HOMMue O0NMM B TPaBOUW TOSCHUYHOM
obmact, Howmye OOMM B Iy4e3alsCTHBIX U
TOJICHOCTOITHBIX CyCTaBaX, IPH JOJTOM CTOSIHUU —
001 B MOSICHUYHO-KPECTLIOBOM OT/ENE O3BOHOY-
Huka. Crpamaer XpOHHYECKH J[BYCTOPOHHHM
CaJILIIMHI00(OPUTOM, IICOPHAZOM.

Cynpyr mnpenbsiBiasieT >kajoObl Ha Ooin B
HIEHHOM OT/Jele MO3BOHOYHMKA, CKIOHHOCTh K
apTepuabHON TUIIEPTEH3HUHU, U3KOTY TIPH YIOTPeO-
JICHWH B THILY >KapeHOro M OCTPOTro, 4acTo Oecro-
KOSIT yTPEHHHE T'OJIOBHbIE OOJH.

JlanHble 00cneI0BaHus CYIIPYTH:

- YPHHOIM3UC — yAenbHbIM Bec Oomee 1030,
SPUTPOLUTYPHUS, TPOOA Ha MHIMKAH Cieapl (HOpMa
0Tp.), Mpoba Ha TPOIHMH IOJOKHUTEIbHAS (HOpMa
0Tp.); OCTaJbHbIC IOKA3aTeNN B MpeesaX HOPMBI;

- OMOXMMHYECKUIl MpOoQWIb — CHIKEH YpO-
BEHb TIOKO3HI (3,82 mMMmombe/m mpu HOpMme 4,22-
6,11), noseimen yposens JIAI' (327,4 En/m npu
HopMe 110 248); ocTaJbHbIE IOKAa3aTeIU B HOPME;
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- ToMorucTenH kpoBu —127,11 MKMONbB/I
(mopma no 11);

- BUTaMHHBI Ipynnsl B —| CHUXEH ypOBEHb
pubodnapuna (85,74 mmone/n  npu HOpMe 100-
150), |HuKoTHHOBON KUCIOTHI (3,98 MKMOIB/I IpU
Hopme 4,7-8,34), |Buramuuaa B12 (0,170 maMoms/a
ipu HopMe 0,2-0,4);

- TORCH-koMIuIeKC — TMOBBIIIEH TUTP HM-
myHornmoOyimaos Gk BIII, 1IMB, Bupycy
KpacHYXH;

- KOaryJiorpaMma — TOBBIIIEHO aKTHBHUPOBAH-
HO€ YaCTUYHOE TPOMOOIIIACTHHOBOE BPEMS;

- ua(ekronornyeckoe oocnenopanue (MDA) —
MIOBBIIICH TUTP UMMYHOTJIO0YIHMHOB G K XJIUMHTUU
TPaxXOMAaTHUC H ypearuia3Me ypeaTuTUKyM;

- Y3U BHYTpEeHHUX OpPraHOB — WIPH3HAKH
JOKBII, mankpearonaTuu, TUIEPIHEBMATO3 KH-
[ICYHUKA; MMOYKU — TBYCTOPOHHHUHN THIPOKAIIUKO3,
MeTa0O0IMYeCKHE N3MECHEHMS;

- HEBPOJIOTHYECKUH CTaTyc — 0€3 04aroBOCTH.

Jannbpie o0cnenoBaHus Cympyra:

- YpPHHOJM3UC — yHmelapHBIA Bec Oosnee 1030,
TECT C MarHUEBHIM PACTBOPOM KOPHUYHEBBIN (HOpMa
oTp.), mpoba Ha MPOJHMH MOJIOXK. (HOpMa OTp.),
OCTaJIbHBIE IOKA3aTEH B HOPME;

- OMOXMMHYECKHA TIpO(rIIE — TIOBEIIICH
ypoBerb ACT (70,81 En/n mpu HopMme 1o 38), AJIT
(135,75 En/an npu wopme o 41), JIAT (301,6 En/a
pu HopMe Ji0 248), obmero Oenka (81,84 r/n nmpu
HOpMe 60-78), ocTanmbHBIC TIOKAa3aTeH B HOPME;

- TOMOIIUCTEWH KpoBH — 125,95 MKMOIB/I
(Hopma mo 11);

- BUTAMUHBI Tpynnsl B — MOBBIINIEH YPOBEHb
(domuenoit kucnotsl (127,58 MMonb/m mpu HOpME
52,55-119,59); ocranbHbIe TIOKAa3aTENH B HOPME;

- KoaryiorpaMMma — TIOBBIIIEHO AaKTHBHPO-
BaHHOE YaCTUYHOE TPMOOIUIACTHHOBOE BpEMH,
MEXyHapOJHOE HOPMAJIM30BAHHOE OTHOIICHHE;
CHIDKEH IPOTPOMOUHOBBIN HHJICKC;

- criepMorpamMma — CHIKeH wmHJekc Dappuca
(97% npu HOpMeE Goree 200%);

- Y3 BHYTpEeHHUX OpPraHOB — HEOIHOPOIHAS
CTPYKTypa IOKEIyI0YHOM Kene3bl, MepruBacKy-
nsApHas WHQWIBTpaUs B Cele3¢HKe; IMOYKH —
YMEpEHHBI  THUAPOKAINKO3,  METa0OoJIMYecKue
M3MEHEHUS;

- HEBPOJIOTHYECKHHA CTaTyC — ABYCTOPOHHAA
MMpaMyIHast HEJOCTAaTOYHOCTb.

VY manuMeHTKH BBICTaBIIeH AWarHos:Pempomyk-
TUBHBIC TOTEpU B aHaMHe3e (2 ciydas MIIaJeH-
YECKOW CMEpPTH OT OCTPOro Jieiiko3a u remodaro-
nuTapHoro JuM@orucTronuTo3a). Komonauposan-
Hast romorctuHypus (rek MTHFR 677 T/T, ren
MTR 2756 G/G). I'unepromonucrennemus. lepu-
uut Bl12, B2, B3. Ilcopuas. YporeHutanbHas
nH(pEKIs.

VY cynpyra — HeI0CTaATOYHOCTh METUOHUHCHH-
ta3el peaykrassl (rek MTRR 66 G/G). Iommumop-
¢usm rena MTHFR 677 C/T (amnens pucka). ['u-
MIEPrOMOIIMCTEHHEMHUSL. Y POTCHUTATbHAS HH(EKIHS.

Brina pa3zpaborana WHIWBUAYyalbHAs TaKTHKA
BEJICHUS CYNpPYyroB, KOTOpas BKIIOYala CaHALHUIO
ouaroB uHGpekiuu. KOppekiuoo  BBISBICHHBIX
METa0OIMIECKUX HApYNICHUH C TOCIeAYIONHM
NPOBEJICHUEM IPEKOHIENIINOHHON PO(UITAKTHKH.

Ha ¢oHe xoppekiuu BBISBICHBIX MeTabOIu-
YeCKHX HapyIICHUs, caHAIlMd O4YaroB MHOEKIUH U
NPOBEJICHUS TPEKOHLENIIMOHHOW TPO(PHUIaKTUKA
HACTyNWIa TPEThbs OEpeMEHHOCTh (OT MPOBEACHHUS
WHBA3MBHOM MpPEHATANBHOW JUATHOCTHKU CYNPYTH
OTKAa3aJIMCh), KOTOpas 3aKOHYHJIACH POXKICHHEM
370pOBOM JEBOYKH.

BbIBO/bI

Takum o00pa3oM, YYHTHIBas aHaMHE3, CXO-
JKECTh KIIMHUYECKON KapTUHBI Y TIEPBOTO H BTOPOTO
peOcHKa, MOJHHUEHOCHOE TEUCHHE 3a00JICBaHMS
MOXKHO TOBOPUTH O CeMeiHOl Qopme remoda-
TOLUTAPHOTO JTUM(OTUCTHOLUTO3A.

TskecTh COCTOSHUS, TOJHMOPTaHHOCTH IMOpa-
JKEHHs, MOJHHEHOCHOE TedueHHe 3a00JeBaHUs Yy
nepBoro pedeHKa He IMO3BOJMJIM IIPOBECTH CTEp-
HAJIBHYIO TMYHKIMIO W yTOYHHUTH XapakTep TeMa-
TOJIOTUYECKUX HM3MEHEHWH M YTOYHUTH [THArHO3.
VYuuTeIBasi JaHHBIE TMPOBEACHHOTO O00CIIEIOBaAHMUS
npo0aHaa, CXOXKECTh KIWHUYECKOH KapTUHBI C
MOJTHUEHOCHBIM T€UEHHEM W JIETAIbHBIM HCXO/I0M
B MIEPHOJIE HOBOPOXKICHHOCTH Yy MEPBOT0 peOeHKa,
MOXHO  MNpEANOJIOKUTh  ceMeiiHylo  dopmy
reMo(aronuTapHoro JTUMGOTUCTHOIINTO3a, CKOpee
BCero, 00yCIOBJICHHYIO MyTalMel TeHa nephopuHa
JUIE KOTPOTO XapaKTepHO HE TOJNBKO pa3BUTHE
ceMeiHol (hopMbI reModarouTapHOro JIUMGOTHC-
THOIIMTO3a, HO M JICHKEMUH.

OOHapy>KeHHasi THIIEPrOMOIUCTCHHEMHS Y
npobaHIa U ero poautesnel, MoaIuMophHbIE BapH-
aHTBl TeHOB (DepMEHTOB (HOJIATHO-METHOHHHOBOTO
[UKJIA ¥ AacCOIMUPOBAHHBIX C TPOMOOGUIH-
YECKUMH COCTOSHHUSMH TO3BOJISIIOT HPEANIONOKHUTE
HapyIIeHHE MPOIECCOB METHINUPOBAITHHS, BOBIIE-
YEeHHOCTh  JNUTEHETHYECKHX  MEXaHH3MOB B
pasBuTHEe U OpPMUPOBAHNE KIMHUYECKOW KAPTHHBI
3abosneBanus. MOXHO TOBOPUTH 00 SIHUICHETH-
YECKOM MAaTOJIOTMM M CUHTPOIMH, BKIHOYAOLICH
ceMeHHbIi TeModaronuTapHeli  TUMQOTUCTHO-
OUTO3 W KOMOMHHMPOBAHHYIO TOMOLMCTHHEMHUIO
(rea MTHFR 677 T/T, ren MTR 2756 G/G).

TpurrepoMm pa3BUTHS IaTOIOTHUH
CUHTATh YPOTCHUTAIBHYIO UHPEKITUIO.

OOcnenoBanue poauTeneld, KOPPEKIUs BBISB-
JICHHBIX MeTa0ONMYeCKUX HapyUIeHWH, CaHaIus
o4yaroB MHQEKIUH, MPOBEICHHE MPEKOHIICNIIMOH-
HOU MPOGUIAKTHKH, TTIO3BOJIIN POAUTH 30POBOTO

MOKHO
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pebenka. Ham ombiT mokasbiBaeT 3()PeKTHBHOCTH
MIPEKOHLENIIUOHHON TNPOQUIAKTUKH JaXke IpHU
BBICOKOH CTEIIEHU M'eHETHYECKOT0 PUCKA B CEMBE.

YuutbiBasi ayTOCOMHO-PEIIECCUBHBIN XapaKTep
MaTOJIOTHH, HEOOXOAMMO MPOBEACHUE MPEKOHIICTI-
[IMOHHON TPOQWIAKTHKY C YYE€TOM BBISBICHHBIX
MeTabONMYeCKUX  HAPYIICHH, BOBJICUYEHHOCTH
(homaTHO-METHOHMHOBOTO IMKJIA W TIPOBENCHHUE
MOJIEKYJISIPHO-T@HETHYECKOTO aHajiu3a B Cllydae
HACTYIUICHUS OEpEMEHHOCTH.
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JI.B. Monooan, O.A. I peuanina, C.B. Jlecusk

JIATHOCTUKA KOMOPBIJIHBIX CTAHIB HA IPUKJIAAI TEMO®AI'OLHUTAPHOI'O
JIM®OTICTIOLNUATO3Y TA KOMBIHOBAHOI TOMOIIMCTIHYPII

Pe3tome. B pobomi nasedeno sunadok penpooyKmusHux empam  poouHi, wo 0yau 3yMo81eHi NOEOHAH-
H3l 2eMoghazoyumapno2o aimpozicmioyumosa ma KOMOIHOBAHOI 2OMOYUCMUNYPIL, NOKA3aHA epeKmus-
HICMb NPEeKOHYeNYiuHoi npopinaKmuxu.

KarouoBi cnoBa: cemogpazoyumapnuii nimgpozicmioyumos, KOMOIHOBAHA 20MOYUCMUHYDIS, KOMOD-
0i0Ha namoaoeis.

L.V. Molodan, E. Ya. Grechanina, S.V. Lesnyak

DIAGNOSIS OF COMBINATION STATES AT THE EXAMPLE OF HEMOPHAGOCYTIC
LYMPHOGYSTIOCYTOSIS AND COMBINED HOMOCYSTINURIA

Summary. The work presents a case of reproductive losses in the family due to the combination of
hemophagocytic lymphohistiocytosis and combined homocystinuria, and the effectiveness of precon-
ceptionalcare is shown.

Key words: hemophagocytic lymphohistiocytosis, combined homocystinuria, comorbid pathology.
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